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Ponb BUTamMuHa D B natoreHese
BOCNnaJuTeNbHbIX 3a0o0neBaHuUu
KULUIeYHUKa: 0630p nuTepartypbl

KoHTaKTHas unpopmauus:

XaBK1H AHaToAMi Mnbud, QOKTOP MEAULIMHCKMX HayK, Npodeccop, 3aBeayiowWwmnin kadeapoi racTpoaHTePonorn u auetonorun um. A.B. MasypuHa,
pykoBoanTenb MOCKOBCKOro 061acTHOr0 LieHTpa AETCKON racTPO3HTEPONOrMK U renatonoru Hay4yHo-uccneaoBaTenbCKoro KNMHUYECKOro MHCTUTYTa
netctBa Mun3apasa MocKoBCKOW o6nacTu; npodeccop Kadeapbl neauatpumn ¢ Kypcom AETCKUX XUPYPryeckux 6one3Hein MeanLMHCKOro MHCTUTYTa
BenropoAcKoro rocyaapcTBEHHOMO HaLMOHaNbHOMO UCCNEA0BATENIbCKOr0 YHUBEPCHTETA

Appec: 115093, Mocksa, yn. bonbluas CepnyxoBckas, 62, Ten.: +7 (499) 237-02-23, e-mail: gastropedclin@gmail.com

Cratbsl noctynuna: 06.02.2024, npuHaTta K neyatu: 16.04.2024

Ha cerogHsilwHmni fgeHb natoreHe3 BocCnaanTesbHbIX 3ab0/1eBaHUi KUILIEYHNKa OCTaeTcs He [J0 KOHUa U3y4eHHbIM. [eHe-
TUYECKas MpPeapacronoKEeHHOCTb, HapyLEHNE UMMYHHOH PEryasunmn, HapylueHUe cocTaBa KULIEYHON MUKPOBMOTLI, BO3-
JleficTBUE 3KOJIOMTMYECKMX (PaKTOPOB CBSI3aHbl C Pa3BUTUEM BOCMANEHUS] CIM3NCTON 0B00YKM KULLIEYHMKA M MOBbILLIEHUEM
AnuTeIMaabHON MPOHULAEMOCTH, YTO JIEXUT B OCHOBE Pa3BUTUS 1 NPOrpeccupoBaHus 3abosieBaHus. B Hay4yHOM intepatype
CyLEeCTByET TEOPUSI O TOM, YTO CPEeAM GaKTOPOB OKpYKaloLLel cpelbl AePUUNT BUTaMuHa D yBenynBaeT pucK BO3HMKHOBE-
HMs BOCManTesIbHbIX 3a60/1eBaHui KUlleYHuKa. OgHaKo u3yvyeHue posan ButammHa D B pa3BuTum 3ab0sieBaHmi Kesy[o4-
HO-KMILIEYHOro TpaKTa ocTaeTcs MaJlonccae0BaHHOM Npobiemon. B cTaTbe npeactaBieHbl COBPEMEHHbIE CBEAEHMS, Kaca-
owmecs BAUSIHNUSA BUTaMuHa D Ha 6apbepHy0 QYHKLMIO CIIM3UCTOM 060/I04YKU KULLIEYHMKE, UMMYHHYIO CUCTEMY M KULLEYHYIO
MUKPOBMOTY B KOHTEKCTE 3BEHLEB NaToreHe3a BoCnaanTe/lbHbIX 3a60/1eBaHUi KULLIEYHUKA.

Knro4eBblie cnoBa: BocrnaanTesbHble 3a60/1€BaHNS KULLIEYHNKA, NaToreHe3, BUTaMnH D, KullieyHass MUKpPobuoTa

Ana yntupoBanms: XaBkuH A.W., HanetoB A.B., Maciota A.U., MaxmytoB P®. Ponb BuTammHa D B naToreHesde BOC-
nanuTeNnbHblX 3aboneBaHUN KULLEeYHUKa: 0630p nuTepaTypbl. Bonpockl coBpemeHHoH nepmatpumn. 2024;23(2):58-62.
doi: https://doi.org/10.15690/vsp.v23i2.2722

BBE[EHMUE

BocnanutenbHble 3aboneBaHusa KuwevyHuKka (B3K)
ABAAIOTCA TPYNMNON XPOHUYECKUX MAMONATUHECKUX PELU-
LVBUPYIOLLMX BOCNANUTENbHbIX 3a60NeBaHU Xenyao4yHo-
KuwweyHoro Tpakta (MKKT) n BKIOYaloT B cebs A3BEHHbLIN
konuT (AK) n 6one3Hb KpoHa (BK). Ha cerogHsWwHWM aeHb
reHeTU4ecKas nNpeapacrnonoXeHHOCTb, HapyweHne UMMYH-
HOWM perynsiumm, KULWLEeYHbIn Aucbruos 1 BO3ENCTBUE IKOSO-
rM4yecKknx GaKTopoB paccmaTpuBaloTCH B Ka4ecTBe OCHOB-
HbIX MPUYUH Pa3BUTUA BOCMANEHUS CIU3UCTOM OBOONOYKMU

KWLWEYHMKa W MOBbIWEHWS 3NUTEeNManbHOM NpoHMLaemoc-
TW, YTO NEXKMUT B OCHOBE NnaToreHe3a 3aboneBanus [1, 2].

B coBpeMeHHON Hay4yHOW nuTepaType aKTUBHO OOCYHK-
[JaeTcs Teopust 0 TOM, 4TO cpean GaKTOpPOB OKpYrKatolewn
cpeabl aeduumnT BUTammnHa D yBennyunBaeT pUCK pa3BuTUS
B3K, 0COBGEHHO Yy TFEHETUYECKM BOCMPUMMYUUBBIX WMHAW-
BuayymoB [3, 4]. 3to cornacyetca ¢ daKTtoMm, 4YTto gedu-
umMt BuTammHa D paccmaTpuBaeTcs B KadecTBe dakTopa
pUCKa pa3BUTUSA Pas3IMYHOM XPOHWMYECKOW BOCMaNUTENb-
HOW M ayTOMMMYHHOWM MNaTofIONMK, y4uUTbIBasi MPOTUBOBOC-

Anatoly I. Khavkinl 3, Andrew V. Nalyotov2, Dmitry I. Masyuta2, Ravil F. Makhmutov?

1 Research and Clinical Institute for Children, Moscow, Russian Federation
2 Donetsk State Medical University named after M. Gorky, Donetsk, Russian Federation
3 Belgorod State University, Belgorod, Russian Federation

Role of Vitamin D in the Pathogenesis of Inflammatory Bowel
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nanuTenbHble U MMMYHOMOAYAUPYIOLWME CBOWCTBaA 3TOrO
MWKPOHYTpHeEHTa [5].

®U3UO0JIOTMA U METABOJIU3M BUTAMUHA D

B yenoBseyeckom opraHu3me ButaMmH D B OCHOBHOM CWH-
Tesupyetca B Koxe. [loag Bo3gencTBueM ynbTpadroneToBo-
ro U3Ny4eHus 7-AernapoxonecTepuH, COAepKaLLMMCa B KOXe,
npeobpasyetca B xonekanbuudpepon (ButamuH Dg) [6]. Okono
20% BuTaMmHa D nocTynaert B opraHvM3m ¢ nuuien B AByX dop-
max: BuTamuH D, (aprokanbLudeposn), KOTOpblM HaxoauTcs
B NPOAYKTax PacTUTENbHOTO MPOUCXOXAEHUS, U BUTaMUH Dj
(xoneKkanbumdepon), NPUCYTCTBYIOWNA B MPOAYKTaX KUBOTHO-
ro MPOUCXOXKAEHMUS (pblBa UPHBIX COPTOB, PbIGUA XKp) [7].
3atem xonekanbuUudpepon unum aprokanbumdepon TpaHcnop-
TUPYIOTCS B NEeYeHb Npu MOMOLLM BUTaMWH-D-cBA3bIBalOWEro
6enka (VDBP) anbda-rnobynuHa, BbipabaTbiBaeMOro ne4yeHblo.
B nedyeHn ButamunH D-25-rmppokcunasa (CYP2R1) yvacTByet
B npespalLleHnn ButammtHa D5 B 60onee aKTMBHbIA METabonnuT —
25-rnpgpoxcusutamnt D4 [25(0H)D3] (kanbuwmanon) [8]. UmeHHo
KanbLMANON NPUHATO pacCcMaTpuBaTh B KAYECTBE MMaBHOM LMp-
Kynupytowen dopmbl BuTamuHa D, a KoHueHTpaums 25(0H)D
B CbIBOPOTKE KPOBW €BNSeTcs 6GuomapKepom obecrneyeH-
HOCTW OpraHuM3ma AaHHbIM MWKPOHYTPUEHTOM [6]. B panb-
HeMwem KanbUMAWMON TPaHCMOpPTUPYeTCs B MOYKU. DepmeHT
la-rngpokeunaza (CYP27B1) katanusupyeT npespalieHue
25(0H)D3 B 1,25-puruapokcueutamud Dy [1,25(0H)2D3]
(KanbuMTPKON), ABASIOLLMICS aKTUBHOM Gopmon BUTamMuUHa D,
OKa3blBaloLWMIM CBOM BUonormyeckne adPeKTbl NyTem CBS3bIBa-
HUS ¢ 9aepHbIM peuentopom BuTammnHa D (VDR), KOTOpPbIM 3KC-
npeccupyeTcs B pasninyHbIX opraHax, BKIoYas KULWeEeYHMK [8].

ButammH D — BaHbIK perynatop obmeHa docdaToB
M Kanbuma. NMoMnumMo BO3AENCTBUA Ha KOCTW, BUTaMUH D
o6nafaeT BblpaKeHHOM 6M0N0rMYECKON aKTUBHOCTbIO, MOAY-
NMPYS MMMYHHbIE MpPOLLEeCChbl B CM3UCTOM 060/104Ke, noa-
OepnBaa LENoCTHOCTb KulieyHoro 6apbepa [6, 8]. Paa
nceneaoBaHui NOCBSLLEHbI M3YYEHUIO ponu ageduunta BuTa-
MuUHa D B maToreHe3e MMMYHOOMOCPEAOBAHHbIX XPOHWUYeE-
CKMX BOCManuTenbHbIx 3aboneBaHni, Braovas B3K.

PACNMPOCTPAHEHHOCTb A E®ULIUTA BUTAMUHA D

Y NALUMEHTOB C BOCINAJ/IUTE/IbHbIMHU

3ABOJIEBAHUSAMU KULLEYHUKA

Oednunt BuTammnHa D Ha cerogHsaWHWM AeHb cYUTaEeTCs
nangemuen. CornacHo aNMAEMMONOrMYECKUM AaHHbIM, HU3-
Kasi obecne4yeHHOCTb BUTaMMHOM D oTmedaeTcs 6onee 4em
y MUIAnapaa YenoBeK BO BCEM MUPE U BCTPeYaeTCs BO BCeX
BO3pacTHbIX rpynnax [6, 9, 10].

HepoctaTouHOoCTb BMTaMnHa D onpegensietcs npu KoH-
ueHTpaumnm 25(0H)D B cbiBOPOTKE KPpoBKU MeHee 20 Hr/mn,
a aedununt — meHee 10 Hr/mn [6]. NpuBeAeHHbIE 3HaYeHuUs
OCHOBaHbl Ha BO34ENCTBMM BUTaMUHa D Ha KOCTHYIO cucTe-
My, B TO BPEMS KaK MUHUMabHbIN YPOBEHb, HEOBXOANMbIN
NSl BHEKOCTHbIX 3QdEKTOB, onpeaesieH MeHee YeTKo.

MauneHTol ¢ B3K noasepratotcs MOBbILWEHHOMY PUCKY
pa3BuTHA geduumnTa BUTammHa D BBMAY pasnunyHblix GaKkTo-
poB, BKJ/lOYaAs HapylweHuWe BcacbiBaHWS MUTaTENbHbIX
BELECTB M XKEeNYHbIX KUCNOT, OrpaHUYeHNs B paLMoHe nNuTa-
HUS (HM3Koe noTpebneHne NpoayKToB, GOraTblX BUTAMMU-
HOM D, TaKMX KaK MOSI0YHble MPOAYKTbI), IeYEHUE T[/HOKO-
KOpTUKOCTEpOUZamMn, naberaHne BO3AEUCTBUS MHCONALMMK
B Neproa NpoBeaeHns UMMYHOCYNPECCMBHOM Tepanuu, BO3-
aencTBue reHetTmyeckux dpakrtopos [11].

Oedunumnt ButamnHa D ¢ BbICOKOM 4aCTOTOW BCTpeyaeTcs
y naumeHntoB ¢ B3K. YcraHoBneHo, 4yto geduumt ButammHa D
60nee BblpaxKeH y naumeHToB ¢ BK no cpaBHeHMIO ¢ 601bHbIMMU
¢ AK [12]. OaHaKo A0 HaCTOALLEr0 BPEMEHN HESAICHO, CYLLECTBY-
€T 1 peanbHas MPUYNHHO-CNEACTBEHHAsA CBA3b MEXKAY HU3KOM

06ecrnevyeHHOCTbl0 BUTAaMMHOM D #“ pasBUTUEM KMLLEYHOTO
nopaxeHus. CornacHo peaynbratamM HECKOSIbKUX KIIMHUYECKUX
ncenefoBaHum, NpoBeaeHHbIX Y nauuneHToB ¢ B3K, yctaHoBne-
Ha CcBA3b Mexay aeduumnToM BuTaMmnHa D 1 akTMBHOCTbIO 3a60-
NeBaHusl, peLnaMBUpYIOLLMM ero Te4eHnem, 60MbLLIMM PUCKOM
rocnuTanu3aumm 1 Xmpypruyeckoro BMellatenscrea [13-16].

HepnaBHWe 1MccneaoBaHUsA NPOAEMOHCTPUPOBANM 3alLUT-
HylO posb BuTamuHa D B passutun B3K 6Gnaropgaps ero
BO3EMCTBMIO Ha BOCCTAHOB/IEHMUE LIENOCTHOCTU U PYHKLMIO
KMULeYyHoro 6apbepa, MECTHbIE KULLIEeYHble MPOTMBOBOCMANM-
TeNbHble 1 UMMYHOMOAY/IMPYIOLLME PeaKLMK, a TaKKe BnS-
HME Ha KULWEYHY MUKpPo6GUoTy [15].

CJ/IN3UCTAA OBOJIOYKA KUILEYHMKA

U BUTAMUH D

CurHanbHbIv NyTb BUTamuH D/VDR y4yacTByeT B KOHTPO-
e NPOHULAEMOCTU KULIEYHOrO 3NWUTENUS, PErynupys 3Kc-
NMPECCUI0 HECKONIbKMX KOMMOHEHTOB MOTHbIX KOHTaKTOB,
BK/IOYas OKKNIOAMHbBI U KnayanHbl, aAre3nBHbIX COEAMHEHWHN,
BbICBOOOXAEHME AHTUMWMKPOOHbLIX MENTUAOB WM MYLMHOB.
AKTMBaLMSA AAHHOIO CUMTHaNbHOMO MyTU MHIMOUPYET KMHAa3bI
nerxkon uenun mmosunHa (MLCK), nHgyumpyowme paspylieHune
MAOTHbIX KOHTaKTOB [17—-19]. O6Hapy»KeHo, 4To BUTamuH D
CHWXaeT MPOHMLAEMOCTb KMLIEYHOro 3nuTenus 3a cyer
YMEHbLEHNS MHAYLMPYEMOrOo fMnonosmcaxapuaamMmu Boc-
naneHusl, oKasbliBas MOTEHUMaNbHbIM 3alWUTHbIN 3ddEKT
B OTHOLUEHMM pasBUTMA W nporpeccupoBaHusa B3K [20].
B Mogensix Ha anuTenuanbHblX KIETKax YCTaHOBMIEHO, YTO,
KPOME 3KCMPeCcCHn OKKIIOANHOB M KNayaAMHOB, KanbLMUTPHUON
yBeNnn4MBaeT aKcnpeccuio KagrepmHa E-152 [11].

BbI3BaHHbIM 0CO6EHHOCTAMM NpUema NUK aedbuumT BUTa-
MUHa D NoBbIWaET MPOHULL@EMOCTb KULLEYHUKA B IKCNEPUMEH-
TanbHbIX MOAENSX Ha MbllaX. YCTaHOBNEHO YBENMYEHUE TaKe-
CTU KOMWTa, MHAYLMPOBAHHOIO [eKCTpaHcynbdaTom HaTpus,
B 9KCMEPMMEHTaNbHOM MOAENM Ha Mbllwax rnocne yaaneHus
VDR Ha anutenuanbHbIX KneTkax [21]. N Hao60opoT, MHAYKUMS
aKcnpeccun anutennanbHoro VDR CHM»Kana akKTMBHOCTb BOC-
nanuTenbHOro npouecca B CIM3UCTON 06004Ke [22].

B nccnegosanuu, nposegeHHom C.J. Reynolds u coaBr,,
M3y4yaBLUMMU peaKLMio KnllevyHKa Ha BBeaeHune 1,25(0H)2D
B MOAENSIX Ha MblllaX, yCTaHOB/IEHO, YTO 3pefible IHTePOLIM-
Tbl ABASIOTCS MULEHAMKU ans Bosgencteua 1,25(0H)2D kak
B ABEHaALATUNEPCTHOM, TaK U B TONCTOM KULLKax [23].

Mony4yeHHble OaHHble 06 3KCNepuMMeHTaNbHOM KOnuTe
B MCCNeJOBaHMAX Ha KMBOTHbIX YOeAUTENBHO MOATBEPKAAIOT
K/IOYEBYIO pOSib CUrHanbHoro nytm Butamud D/VDR B noa-
aepraHnn apdekTMBHOro 6apbepa CIM3UCTON 06004KH.

UccnepgoBaHus, oueHmnBatowme akenpeccuto VDR y nauym-
eHToB ¢ B3K no cpaBHEHMIO CO 340POBbIMU UCMbITYEMbIMMU,
nokasanun NpOTMBOpPEYMBbIE pelynbrathl. Tak, B paboTe
Y.G. Zhang v coaBT. coo6LWanocb 06 YMEHbLIEHUN IKCNpec-
cun VDR npu B3K B 6uontatax CAM3UCTON 0BOSIOYKU KULL-
Kn [21]. B cBoto o4vependb, B ABYX OPYrMx UccnegoBaHUaX
He BbISIBIEHO AOCTOBEPHbIX Pa3nnynin Mexay BblGopKamu,
ofHako akcnpeccus VDR umena obpaTHyto B3aMMOCBS3b
C aKTMBHOCTbIO BOCNaneHus B CIn3ncTomn obonouke [24, 25].

B HepaBHO npoBefieHHOM nccnegosanun M. Garg v coaBT.
YyCTaHOBMEHO, YTO 3Kcnpeccus reHa VDR U MHTEHCUBHOCTb
MMMYHOITMCTOXMMMYECKOro OKpalnBaHusa 6efka peLentopa
Obl/IM CXOAHBIMU B Pa3/IMYHbIX CErMEHTaX KULWEYHMUKA U MEXK-
[y naumeHtamu ¢ B3K, 1 B cpaBHEHUU C rpynnon KOHTPONS.
[aHHble noKasaTenu nmenu obpaTHyo CBA3b C UHTEHCUBHO-
CTblO BOCMaNEHUs, HO B3aMMOCBA3b UX C ypoBHeM 25(0H)D
B CbIBOPOTKE KPOBW yCTaHOB/IEHA He Obina [24].

TaKKe BbISIBNEHO, YTO Nepefaya curHanos ButamuH D/VDR,
MHIMOUPYS aKTUBALMIO S4EPHOr0 TPAHCKPUMNLMOHHOMO daKTo-
pa kanna-6u (NF-kB), urpatowero BaxHyto pofb B Noagepa-
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HUKM BocnaneHuns npu B3K, MoxeT npenorBpallatb UHAYKLMIO
MoAaynsaTopa anontosa, peryanpyemoro p53 (PUMA), ypoBH#M
KOTOPOro KOPPENUPYHT C TAXKECTbIo 3aboneBanuns [25].

UWMMYHHASl CUCTEMA U BUTAMUH D

OTKpbITHEe Hannunsa VDR B KneTKax MMMYHHOW CUCTEMbI
n npucytcteme CYP27B1 B geHAPUTHbIX KNeTKax n Mmakpoda-
rax no3BOoJMI0 NPEeAnoNoXKuTb, 4To 1,25(0H)2D oka3biBaeT
perynsTopHoe BAUSIHWME Ha UMMYHHYIO cucTemy [26, 271].

YCTaHOBNEHO, YTO KaNbUMTPMON MHAYLIMPYET TPAHCKPHUI-
LIMI0 FEHOB aHTUMMKPOGBHbIX NENTUAO0B, TAKMX KaK KaTenuum-
OWH W aedeH3nH B2, B pasinyHbIX KNETOYHbIX IMHUAX Yeso-
BEKa, BK/0Yas MUMEeNONaHbIE KNEeTKWU, MOHOLMTbI/MaKkpodaru
N Hentpodunbl [28]. O6HapYKEHO, YTO B CbIBOPOTKE KpO-
BM KoHueHTpauua 25(0H)D nonoXutenbHO Koppenupyet
C YpOBHEM KaTenuuuauHa y naumeHtoB ¢ AK. bonee Toro,
06paboTKa KNETOK TOJICTOM KULWKKM YenoBeka 1,25(0H)2D
WMHAYLUMPYET CUHTES KaTenuuuanHa u uHtepnenknna (IL) 10,
a TakXe nogasnseT o6paszoBaHue GpaKkTopa HEKPO3a OMNyxo-
nn anbda (TNF-«) n pocT E. coli [28].

B Mogensix Ha Mbllwax, Y KOTOPbIX B 3KCMNEPUMEHTE OTCyT-
ctBoBan VDR, yctaHoBneHa pgedekTHass QYHKLMUSA KIETOK
MaHeTa, 4TO NpMBOAMT K aytodarmu, 3K30UMTO3Y rpaHyn,
CHUXEHUIO BbIPaBOTKM aHTUMMUKPOOGHbLIX MENTUAOB, TaKMX
KaK nu3ounm n gedpeHsunH 4 [29, 30].

ButammnH D TakKe BbINOMHSAET Ba)KHYl0O MMMYHOMOAYNU-
pylowyto ponb B Knetkax Thl, Th2, Treg u Thl7 [26, 31].
YcTaHoBNEHO, 4TO BUTaMUH D nHrMbupyet akcnpeccuio IL-12,
IL-6 1 Toll-nogo6HbIX peLLENTOPOB B AEHAPUTHbIX KIETKax, MOHO-
uMTax U Makpodarax, a TaKKe MHAYLMPYEMYIO AEHAPWUTHBIMU
KNeTKaMu aktuBaumio T-Kknetok [25, 32]. AKTMBaLMSA CUrHab-
Horo nytv ButamunH D/VDR cnoco6c¢TByeT M3MeHeHU0 GeHOTH-
na T-KNeToK OT «9PDEKTOPHOro» K «perynsaTopHoMy» U NpoTUBO-
BOCMaNUTE/IbHOMY 3a CHET yBENMYEHUS KOIMYECTBa KNeTok Th2
M yMeHblleHns anbdepeHumpoBKkM Knetok Thl n Thl7 [33].
Cesi3biBaHMe BuTamuHa D ¢ VDR 3agep)vBaeT NpoayKLMIO
T-KneTkamu Takux UMTOKMHOB, Kak IL-2, nHTepdepoH ramma
(IFN-y), IL-17 n TNF-a. 1 Hao60pOoT, KanbUUTPHUON UHAYLMPYET
BblpabOTKy NPOTMBOBOCMANUTENbHbIX LMTOKMHOB IL-10 1 IL-4
Knetkamu Treg n Th2 [34], 4TO MMeeT pelalolee 3HayeHne
AN NOALEPKAHWUS MMMYHHOM TONEPaHTHOCTM M romeocTasa
UMMYHHOW cucTeMbl. JaHHble peakuun npeaoTBpallaloT pas-
BWUTUE 3KCMEPUMEHTANbHOIO KOMWTa B MOAENSX Ha HMBOTHbIX
[34—-36]. B Moaensix Ha Mblllax yCTaHOBNEHO, HYTO BHYTPUYTPOG-
HbIn geduumt BuTammHa D n VDR npuBOAWUT K YMEHbLLEHMIO
CMHTE3a MHBAPMWaHTHbIX ECTECTBEHHbIX T-KWUNEepoB, YTO B Aafb-
HeWlweM He NoadaeTcs KoppeKumm npuemom Butamuna D [34].

ButamMunH D MOXeT OKa3blBaTb B/IUSIHWE Ha aKTUBaLMIO
B-KNeToK, CHUas BbIpaboTKy UMK ISE M NOBbIWas CUHTES
IL-10, moaynupys aganTMBHbIE UMMYHHblE peaKuuu [36].

KULLEYHbIA MMKPOBMOM U BUTAMMUH D

KuweyHas MMKpPOGKUOTa M CUHTE3MPYEMbIE €10 METAB0UTHI
COCTaBASAOT BaXKHYIO YacTb 6apbepa cnnancTon 060n04km KT,

[MonHoreHoMHbIM nouck accounaunn (GWAS) gemoHCT-
pupyeT, 4To Bapuauunn reHa VDR 4enoBeKa MMET Koppe-
NAUMOHHYIO CBSI3b C M3MEHEHWSIMM COCTaBa MMUKPOOMOTbI
KuleyHurKa [37], B To Bpems KaK otcytctBMe VDR B KieTKax
KULLIEYHMKa NPUBOAUT K PpasBUTUIO AMcOMO3a y Mblluen [21].

bakTepunanbHbln MUKpOGMOM He aKcnpeccupyetr VDR,
oflHaKo nepeaayva curHanoB VDR B anutennanbHbIX U UMMYH-
HbIX KJIETKax ornocpeayetr BO3aencTBuMe BuTamumHa D Ha
KULLEYHYI0 MUKpOBKMOTY [34].

YcTaHoBNEHO, 4YTO BMTaMMH D BAUSIET Ha BOCMNPUUMYM-
BOCTb MbIlENR K KOMUTY, BbI3BaHHOMY [eKCTpaHcyibdaToM
HaTpUs, Perynmpys COCTOSSHME MMKPOOMOTbI KMULEYHMKa
n konndectso Treg RORyt/FoxP3* B ToncTon Kuwke [38].

Ponb 6aKtepuin B MOAyIMPOBaHUU YpOBHSA BuTamuHa D
M3y4yeHa NWllib B HECKOMbKMX MccnefoBaHusx. Ha nepepady
curHanos VDR AgencTBUTENBHO BAMSIOT NpoayLupyemMble 6aK-
TEPUAMU MeTaboNuTbl, NOAOGHbIE GyTUpaTy, KOTOPblE€ MOBbI-
watT ypoBeHb VDR B anuTenuanbHbIX KIETKax B MOAENSX
Ha mblwax [39]. B cBoto ovyepeap, 6ytMpaTt, TOMMMO TOrO, 4TO
SIBJSIETCS OCHOBHbLIM 3HEPreTUYEeCKUM CyeCTpaToM AN KNEeToK
C/TIU3UCTOM 060N0YKU TONCTOM KULLKKU, YCUIUBAET MEXMOIEKY-
NApHOe «ClmnBaHWe» GUOPUHOBBIX Lienen, NpPoLecchl 3aXK1B-
NeHns, onocpefoBaHHble TPAHCIYTaMUHA30M M HETPaHCIYy-
TaMWHa30M. JIuToxonesas KUCNoTa, Apyroe BHYTPMNPOCBETHOE
coenHeHWe, obpasytolleecs B peaynbrate MeTabonusma
6aKTepui, nogaBnseT BblpaboTKy IL-2, nHAyumnpya nepepady
curHanos VDR B T-knetkax [30]. MUKpoGMOTa TaKKe MOXKeT
BAUSATb Ha meTabonuam BuTaMuHa D yepesd dakTop pocTa
dunbépobnactos (FGF) 23 n akcnpeccuto CYP27B1 [40].

B uccnegoBaHmn N. Naderpoor u coaBT. yCTaHOBEHO,
YTO Y B3POC/bIX C HU3KMMWU CbIBOPOTOYHbIMW MOKazaTtens-
MU Kanbuuauvona, nonayyvaBLUMX CcanieMeHTauuto BUTaMU-
Ha D, Habnwoganacb 60nee BbICOKas YUCNEHHOCTb poJa
Lachnospira n 6onee HU3Kas YMCNEHHOCTb poda Blautia.
bonee Toro, y nuny, ¢ 25(0H)D >75 HMoONb/N ycTaHOBMEHA
NoBbILEHHAsA YUCNEHHOCTb poaa Coprococcus v CHUXEHHas
YUCNEHHOCTb poda Ruminococcus No CPaBHEHMIO C TMLAMM
¢ 25(0H)D < 50 H™monb/n [41].

M. Bashir 1 coaBT. B CBOEM UCCef0BaHMM MOKa3anu, 4To,
XoTa fo6aBKK BUTaMmnHa D MoryT moaynnmpoBatb MUKPOGUOM
BepxHUx otgenos KT, yMeHbllas KOMYeCcTBO YCOBHO-MNaTo-
FeHHbIX MUKPOOPraHM3MOB, TaKMX KaK y-MpoTeobaKTepuu,
BKIoYas Pseudomonas spp. u Escherichia/Shigella spp.,
M yBenn4nBasa obunve 6aktepumanbHOro reHoma, nogobHble
M3MEHEHUS HE NPOUCXOOAT B HUKHMX oTaenax KT [42].

Cxoxkne pesynbraTbl GblM NOMyYeHbl B MCCAefoBaHWU
N. Charoenngam 1 coaBT., B KOTOPOM Hab6noAanocb A030-
3aBUCMMOE YBENMYEHUE KOMMYEeCTBa MNOJSIE3HbIX BGaKTepuin
M YMEHbLUEHME YMCNa NaTOreHHbIX B 06pasLax Kana 340po-
BbIX B3POC/IbIX Mocsie npuema sutamuHa D4 [43].

MpeacTaBneHHble UCCAeaoBaHMs MoKal3anu, YTo BUTa-
MWH D no-pasHoMy BAMSAET Ha COCTaB KULLIEYHON MUKPODO-
Pbl, BO3MO}HO, U3-3a Pa3fiMynMin B JO3MPOBKE U MPOAOIKH-
TenbHoCcTK npuema [44, 45]. OgHaKo B 060MX UccneaoBaHUsAX
6bin cAenaH BbIBOA, YTO BUTAaMWMH D MOXET CylecTBEeH-
HO BAMSATb Ha pacnpegeneHne MUKPoOMOMa KMLIEYHMKa.
B pa6ote H. Schaffler n coaBT. ycTaHOBMIEHO, YTO MpUeEM
BMTaMunHa D oKasbiBan cneunduyeckoe BAUSHUE Ha KULLeY-
Hble GaKTepuanbHble coobuiecTBa y nauueHToB ¢ BK 3a
CcYeT YBENWYEHWS YMCNEHHOCTWM MOTEHLMANbHO MOAE3HbIX
LWTaMMOB, TaKux Kak Alistipes, Barnesiella, Heknaccuduum-
poBaHHbIX Porphyromonadaceae, Roseburia, Anaerotruncus,
Subdoligranulum v Ruminococcacea. ABTOpbl BbICKa3aiu
npeanosioXeHune, 4to BUTaMuH D oKasbiBaeT cneumdpuryeckoe
BAMSIHWE Ha GaKTepuanbHble coobuiecTBa npu bK, a npuem
BMTaMMHa D MOXeT UMETb MONIOKUTENbHbIN 3PDEKT nyTem
MOAYNALMM COCTaBa KULWEYHON MUKPOOUOTHI, a TaKkKe 3a cYeT
yBEIMYEHUS KONTIMYECTBa NOTEHLUMaNbHO NoNe3HbIx 6aKkTepw-
anbHbIX WTamMoB [44]. Tak, B uccnegosanmm M. Garg v coaBT.
Obl/I0 YCTAHOBNEHO, 4TO Npuem BuTammHa D (40 000 ME
OAVH pa3 B Hegent) nauneHtamu ¢ AK B TeyeHne 8 Hen He
BbI3blBas U3MEHEHUN B anbda-pa3dHoobpasnn, HECMOTPS Ha
HebOo/blWOoe CHMXeHUe Ruminococcus gnavus. Y nauneHToB
Habnoaanocb ysennyeHme Enterobacteriaceae 6e3 cyllect-
BEHHbIX M3MeHeHun B E. coli n nHBa3mBHOM Fusobacterium
nucleatum. HecmoTpsi Ha NoayYeHHble peaynbraThl, B rpynne
naumeHToB ¢ AK ycTaHOBNEHO ynydlleHne nokasartenen map-
KepoB BOCMNaneHns (CHUKeHME YpOoBHSA GeKanbHOro Kanbnpo-
TEKTUHa, NOBblIEeHWe albOyMUHa U CHUXKEeHWE TPOMOOLMTOB
B KPOBM), @ TaKKe aKTUBHOCTM 3aboneBaHuns [45].



B nccnepgoBaHuu, nposegeHHoM K. Soltys un coaBT., oue-
HMBanacb BO3MOKHasi CBSI3b MEXKAY CE30HHOCTbIO YPOB-
Heh BUTaMMHaA D B CbIBOPOTKE KPOBM M U3MEHEHWUAMM
B MWKpobuome y 87 6osbHbix ¢ B3K. B netHe-oceHHMM
nepuoa y nNauuMeHTOB OTMEYaNnoCb YBE/IMYEHWE YUCIEH-
HocTu Pediococcus spp., Clostridium spp. w Escherichia/
Shigella spp. HanpoTuB, YCTAaHOBNEHO YMEHbLUEHWE KOu-
yecTBa OGaKTepuKn, CBA3aHHbIX C BOCMalEHWEM, TaKUX Kak
Eggerthella lenta, Fusobacterium spp., Helicobacter spp. [46].

Taknm 06pa3oM, Ha CerogHsa NpoBeaeHo Nullb HeEGOb-
LLIOE KONIMYECTBO MUCCNEeAOBaHMI, MOCBSALLEHHbIX M3YYEHUIO
BANSHMS BUTaMMHa D Ha COCTOSIHME KULWIEYHON MUKPOBUOThI
y naumeHToB ¢ B3K. Mpu aToM cxeMbl MccnegoBaHuin 6binun
HEOAHOPO/IHbI, @ B UCMbITAHUSAX NMPUHUMAO y4acTue He6osb-
LLIOE YMCNO NALMEHTOB, YTO, BO3MOXHO, ABNSETCSH MPUYUHON
NnonyyYeHnst NPOTUBOPEUMBBIX PE3Y/LTATOB.

Ha ocHOBaHWW MNOJSIyYEHHbIX B WMCCNEAOBaHUAX [AaHHbIX
MOYHO NPeanoNoXuTb, 4To 60/1ee BbICOKasi 06ecne4eHHOCTb
BuTaMmHoM D nauuneHToB ¢ B3K ymeHbluaeT BocnaneHue
CNU3UCTOM 060J/IO4KMN KMLLEYHUKA U aKTMBHOCTb 3ab01eBaHus
3a CYET BAMSAHMA Ha MPOHWMLAEMOCTb C/IU3UCTOM 0BOSIOYKM
KWULWKK, MOAYNSUMM MMMYHHOIO OTBETA@ U COCTaBa KULLEYHOM
MUKPOOGUOTbLI. Ha fJaHHbI MOMEHT TPYAHO ONPeaenuTb addek-
TUBHYIO [03y canjiemMeHTauun BuTamumHa D y nauymeHToB
¢ B3K. HeobxoamMmbl JanbHeWINEe KIMHUYECKUE UCCNeaoBa-
HWS nauuneHToB ¢ B3K, oueHnBatowme BavsHne ButammHa D
Ha 3BEeHbsl NaToreHesa BocnaamTebHOro NpoLecca B KMLLKE.
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KatexonamuHeprudeckas noammop@Has xenyaoykoas taxmkapans (KIMKT) aBasetcss nepBuUYHbIM 3/1EKTPUYECKMM 3a60/1e-
BaHMeM cepAua, A4/151 KOTOPOro xapakTepHo pa3BUTHE NOJIMMOPOHOM, B TOM YMC/ie ABYHaNpaBIeHHOM, Keya04KOBOM Taxm-
Kapaun B OTBET Ha aPEeHEPrUYecKyto CTumynsaLmnio. OCHOBHbIM KIMHUYECKUM riposiBieHnem KIMKT sBAS0TCA CMHKONalbHbIe
COCTOSIHUS, MPOBOLMPYEMbIE PUINHECKON MU IMOLIMOHAIbHOM Harpy3Kom, BBEAEHMEM apPeHEPru4ecKux npenaparos. [ns
3ab60/1eBaHNs XapaKTepHa BbICOKasl 1€Ta/lbHOCTb MPU OTCYTCTBUM JiedeHUsi. OCHOBHOM noaxoa K nevyeHmnio KIXKT — meaunka-
MEHTO3Has Teparus ¢ IpUMeHEHUeM 6eTa-agpeHob10katopoB. OgHaKo B nocaegHee BpeMs rosiB/seTcs Bce 60/1blue paboT,
CBUAETENILCTBYIOLMX O HEAOCTAaTOYHON X d9ppeKTMBHOCTU. O4HUM M3 MOAXOA0B, NMPEALECTBYIOLMX BbI6OPY MHTEPBEHLMOH-
HbIX METOAOB /IeYeHMs y psiga 60JIbHbIX, IBASETCA Ha3dHaYeHne KOMOGUHMPOBaHHOM Tepanun ¢ Jo6aBaeHNeM aHTUapUTMH-
yeckoro npenaparta IC-Knacca. MHTepBEHLMOHHbIE METOAbI IEYEHMS BKAKOYAKT UMMNaHTaLUMIO KapanoBepTepa-a4epubpui-
IITOpa U JIEBOCTOPOHHIO CUMMNATIKTOMUIO. B HacTosuen paboTte rnpeacraB/ieH COBPEMEHHbIN B3rs] Ha 3pGEKTUBHOCTb,
6€e30M1acHOCTb M MTOKa3aHMs K Bbi6OPY Kax[0ro n3 MeTogoB ie4eHunsi 60/1bHbIX ¢ KIXKT.

Knwo4yeBble cnoBa: KatexosaMuHepruyecKasl rnoauMop@Has KeayqoyKoBas Taxukapaus, aTeHos10/, NponadeHoH, nep-
BWYHas KaHasnonaTtus, BHe3arnHas cepaeqyHasi CMepTb, IEBOCTOPOHHSIS CUMMNATIKTOMMUS, UMITAAHTUPYEMbINA KapanoBepTep-
nepubpninaTop

Ana yntupoBanus: Kynb6aunHckas E.K., bepesHuukas B.B. JleyeHne KatexonaMmmMHEPrnyeckom NoanMopdHON KenyaoyKo-
BOW TaxMKapauu. Borpockl coBpemeHHou neanatpun. 2024;23(2):63-70. doi: https://doi.org/10.15690/vsp.v23i2.2740

BBEAEHUE

KatexonamuHeprvyeckas nonumopdHas Kenyaoyko-
Bas TaxuKkapausa (KMX¥T) — peakoe (pacnpocTpaHeHHOCTb
1 : 10 000) HacnenctBeHHoe 3abofieBaHWe W3 rpynnbl
KaHanonatuu [1]. U3BecTHO, 4yTo KITKT Xapaktepmayetcs
BO3HWKHOBEHMEM [JBYHaNpaB/eHHON WX MOAUMOPGDHOM
KEeNyN04YKOBOW TaxMKapauMu B OTBET Ha aJpeHEepPrnuyecKyo
ctumynaumio [1]. KnuHuyeckas KapTuHa 3aboneBaHus
BapbMpyeT OT 6GECCMMMTOMHOIO TEYEHUS A0 HACTYNIeHUs
BHe3anHou cepaeyHon cmeptun (BCC) Bcneacteme dpubpun-
naumn xenyaodkos. Bmecte ¢ Tem ana KIMKT TMNMYHbI CHH-
KonasibHble COCTOSIHUS, acCoLMMpOBaHHblE C GUINYECKOM
W/ 3MOLMOHANbHOW Harpy3Kkom unv ¢ BBeeHWeM aape-
Hepruyeckunx npenapatos [1]. JledeHne 60nbHbIX ¢ KIMTKT

BK/IIOYAET KOppeKuunio obpasa KWU3HU, MeMKaMeHTO3Hoe
N MHTEPBEHLMOHHOE NevyeHne. OaHaKo BbIGOP ONTUManb-
HOWM TAKTUKM NeYeHns Ana npeaoTBpaLleHUs XKU3HeYrpoxa-
IOLLMX COCTOSIHUK OCTaeTcs TPYAHOM 3ajayven Ans Bpadven-
neaMaTpoB M AETCKMX KapauonoroB. Hwke npeactaBneH
aHann3 coBpPeMeHHbIX noaxoaos K fiedeHuto KIMKT, ocse-
lleHa AoKasaTteNbHasa 6a3a no BonpocaM 3GGhEeKTUBHOCTH
1 6e30MacHOCTM METOMIOB NIe4eHunsl, onpeaeneH psaa Bonpo-
COB, TPEOBYOLINX AaSIbHENLINX UCCedOBaHUN.

KOPPEKLIUSl OBPA3A XXU3HHU

Bcem 6onbHbiM ¢ KITKT pekomeHaoBaHO wusberaTb
COopeBHOBaTENbHbIX BWIOB CMOPTa, @ TaKXe BWIOB Aes-
TENbHOCTU, COMPSXKEHHbIX CO 3HAYUTENbHbIM GU3NYECKUM
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WA 3MOLIMOHANbHBIM HaNpPsKEHWEM, CTPECCOBbLIMU CUTya-
umMamu [2]. M xoTs UCKIOYEHUE CMOPTUBHOW HarpysKu npwu
KIMXT cuntaeTca naTtoreHeTMYeCKM onpaBaaHHbIM, pe3ysib-
TaTbl paga 3KCNepUMEHTaNbHbIX U PETPOCNEKTUBHbIX Habto-
[JaTenbHblX UCCNeAoBaHMIM NOCTaBUAM MOL COMHEHUE Lene-
CO006pa3HOCTb MOSIHOMO 3anpeTa Ha 3aHATUS CnopToM. Tak,
B 2012 r. E. Kurtzwald-Josefson v coaBT. nokasanu Ha
HOKayTHbIX MbIlax, y KOTOPbIX 6bla BOocnpon3seaeH GeHoTun
KIMXKT, accoummpoBaHHOM ¢ BapnaHTamu B reHe CASQ2, 410
PU3MYECKMe Harpy3ku cCrnocobCTBOBaNIM CHUMKEHWUIO PUCKa
pasBUTUS apUTMOrEHHbIX COObITUI y Mblwen [3]. No3aHee
S.A. Ostby 1 coaBT. (peTpOCNEKTMBHOE KOrOpTHOE Mccie-
[oBaHMe AaHHbIX 63 60nbHbIX ¢ KITKT, cpeaHnin BospacT
NMOCTAHOBKW AMarHo3a — OKO0 17 feT), U3y4MB MCXOAbl
y NauMeHTOB, MPOAO/IKMBLLMX 3aHATUS crnopTom (21 Bua,
B TOM YuCNe C BbICOKUMMU AUHAMUYECKMMU U CTAaTUHECKUMMU
Harpy3skamu), HeCMOTPS Ha AMarHo3, U 60/bHbIX, OFPaHNUYMB-
WKX PU3MYECKME Harpy3KW, 0BHAPYKWUIN, YTO KONMYECTBO
APUTMOTEHHbIX COObLITUI Yy BOMbHbIX, 3aHUMAIOLWMXCS Crnop-
TOM, 6bI/10 Bbllle TONbKO A0 NMOCTAHOBKM AMarHo3a v HasHa-
YyeHusa nedveHus [4]. Mocne MHUUMALMKM MEAMKAMEHTO3HOM
Tepanuu pUCKU Pas3BUTUS apUTMOrEHHbIX COObITUI B CpaB-
HMBaeMbIX rpynnax 6bliM ogMHaKoBbiMWU. Bonee Toro, 66110
OTMEYEHO, 4TO C BICOKUM PUCKOM Pa3BUTUS apUTMOTrEHHbIX
COObITUM accouMnpoBaHa HU3Kasg MPUBEPIKEHHOCTb neye-
HWIO, @ He 3aHATMS cnopTom. ABTopamu 6bli caenaH BbiBOA
0 K/It0O4EBOW PONU B NPEA0TBPALLEHUM PA3BUTUS IKNHEYTPO-
¥aloLWKUX COCTOSHUIN Y 60nbHbIX ¢ KIMKT MeanKameHTO3HOro
M WHTEPBEHLMOHHOIO JleYeHus, a He KOppeKuun obpasa
¥U3HU [4]. BMecTe ¢ TeEM MOMKHO KOHCTaTMpoBaTb, 4YTO A1
onpeneneHns onTMMasnbHOro ypoBHs GU3NMYECKON aKTUBHO-
CTh y 60MbHbIX, U B TOM 4yucne aeten, ¢ KIMKT Heob6xoanMbl
JanbHewnwmne nccnegoBaHus.

BETA-A[JPEHOBJIOKATOPbI

MegnkameHTo3Hoe nevyerune KIMKT ocHoBaHO Ha noaaB-
NEHUN afpeHEepPrnyecKor CTUMYNSAUMU U CHUMKEHUWU BHYTPU-
KNETOYHOro coaepxaHnsa Ca2+ nytem npuMeHeHus 6eta-agpe-
HoG6M0KaTopoB [2, 5]. B HECKONbKMX UcCneaoBaHUsX Oblio
noKasaHo, YTO Hanbo/blLWIM TepaneBTUYECKUN IDDEKT MOXKET
6blTb AOCTUTHYT NPY NPUMEHEHUM HAA00Na UK NPOMNPAaHONO-
Na, YTO XapaKTepHO W ANs CUHAPOMA YA/IMHEHHOro MHTepBana
QT [6]. Tak, |.S. Leren v coaBT. n3y4yanu pesynbTatbl TPEAMUI-
TecTa y 34 60nbHbIX ¢ KIMTKT (cpeaHnin Bo3pact — 34 roga) oo
NeyeHuns], Nocae Ha3Ha4yeHns MeTonponona uam éuconponona
M nocne 3aMeHbl 6eTa-agpeHobnokatopa Ha Hagonon [7]. Mo
peaynbratam paboTbl 6bl10 MOKa3aHO, YTO XPOHOTPOMHbLIN
addeKT Hagonona B go3ax 1,3 £ 0,5 Mr/Kr/cyt nocne He
MeHee 6 Hej Tepanuu NpeBblllaeT TaKoBOW NPU Ha3Ha4YeHUn
MeTonposiona unmn éuconponona B gosax 1,4 = 0,7 mr/Kr/cyt
n 0,14 = 0,01 mr/Kr/cytT cOOTBETCTBEHHO. MaKcuMMasnbHas
yacToTa CepAeYHbIX COKpaLLeHU, AocTUraemas npw BbinoaHe-
HWUKW TpeaMUn-TecTa, coctaBmna B cpeaHem 122 + 21 ya./MuH
npu MCNONb30BaHMW Hagonona v 139 + 24 ya./mMuH npwu
npueme 6uconposiofia MAM MeTonposona. BbipaxeHHOCTb
HapyweHn cepaevyHoro puMTMa, oueHMBaeMast Kak Hanuuve
YENyA04YKOBOW 3KTOMUYECKON aKTMBHOCTU — XKENYA0YKOBOWM
3KCTPACUCTONUU WU KEeNyAOo4YKOBOW TaxuKapAauu, Obina HuUKe
npu npuveme Hagonona [7]. B peTpocneKkTMBHOM uccneno-
BaHuu PJ. Peltenburg v coaBT. U3y4yanu HacTynieHue Takux
apUTMOreHHbIX cob6bITMI, Kak BCC, BHe3anHas oCTaHOBKa
KpoBoOOGpalleHnsi, MOTUBUPOBaHHblE cpabaTbiBaHWs Kap-
avoBepTepa-aedmbpunnatopa U CUMHKOMNaNbHble COCTOSIHUSA,
y 329 60nbHbIX ¢ KIMXT co cpegHnm nepnoaom HabnoaeHus
OKofo 7 neT, MeavaHa Bo3pacTta MaHudecTauun 3abonesa-
HUA — 12 neT [8]. Y 601bHbIX, MPUHUMAKOLINX HAZO0NON UK
NPOMNPaHO0A, PUCK PA3BUTUS YKa3aHHbIX COCTOSHUI OKa3an-

€Al HUXKE, YeM Y BO0MbHbIX, MPUHMMAIOLMX aTEHON0/, METONO-
nponon mnu 6Mconposnosn, 4YTo NO3BOAMNO cAenaTb BbIBOAbI
0 60/ee BbICOKON 3PDEKTUBHOCTM HaZo01a U NPONpaHoo-
na [8]. M. Hayashi 1 coaBT. B peTpOCNEKTUBHOM KOrOPTHOM
nccnegosanun (101 naumeHt ¢ KIMXKT, B Tom ymcne 50 npo-
6aHA0B, CPeAHAs MPOLOIKMUTENBHOCTL OTCIEKMBAHUS UCXO-
0B — OKOJ10 8 feT, cpeaHuii Bo3pacT MaHMdecTaunn 3a6o-
neBaHuns — 12 neT) TaKKe NoKasanu, YTOo PUCK HaCTynneHus
apUTMOTEHHbIX COBbITUI MPU NPUEME HAA0/0/a HUXKE B CpaB-
HEeHUW ¢ apyrumu 6eTa-agpeHobnoKatopamu (6uconponon,
auebytonon, nuHgonon) [9].

OaHaKo LWMPOKOoe NPUMEHEHWE HaZoN0Aa U NPOMPaHOO-
nay 6onbHbIx ¢ KIMKT orpaHmnyunBatoT pag ¢pakTopos. B yacT-
HOCTU, HafoNoN He pa3pelleH K MPUMEHEHWUI0O BO MHOMMX
cTpaHax [6]. Onsa nponpaHonona, SBASIOWErocs Hecenek-
TUBHbIM 6€eTa-aApeH06/10KaTOpPOM, CBOMCTBEHEH KOPOTKUM
(3—6 4) nepuon nonyebiBeaeHus [8]. 3Tum obcTOATENb-
CTBOM MPOAMKTOBaHa HeEOBGX0AMMOCTb pa3aeneHus npuema
CyTO4YHOM A03bl Npenapata (3—4 mr/kr) Ha 3—-4 npuema.
Takas KpaTHOCTb MpMeMa MOBbIWAET PUCK apUTMOrEeHHbIX
COObITUI BCNeACcTBME BO3MOMXKHOCTU MPOMnycKa npuema npe-
napara [9], TaK Kak ana 60nbHbIx ¢ KIMKT n3secTtHa cunbHas
3aBMCUMOCTb OT [J03bl M KPaTHOCTU NpUemMa MeauKaMeH-
TO3HOM Tepanuu [4]. Kpome TOro, nponpaHonon B Kaye-
cTBe 6a30BOW Tepanuu MoBbllWaeT BEPOATHOCTb Pa3BUTUS
OpPOHXManbHOM OOGCTPYKLMU W TUMNOMIMKEMUU BCNEACTBUE
BAUSHMSA NpenapaTa Ha 6eTa-1- u 6eTa-2-aapeHopeLenTopbI
B O6poHXxax M nomxenyagodyHou enese. Haponon Ttakxke
ABNSETCH HECENEKTUBHbIM 6eTa-agpeH06/10KaTopoM, ofHa-
KO OH XOPOLIO nepeHocUTcst 60/bHbIMKU B TepaneBTUYECKMX
[o3ax He MeHee 1 Mr/Kr/cyT [7]. BMecTe ¢ TeM, Ans OLIEHKHK
3pDEKTUBHOCTU U Be3onacHOCTM Hagonona y geten ¢ KIMKT
Heo6XxoaMMbl JalbHENLWNE nccneaoBaHus.

beTta-agpeHo6noKaTopbl yKe AaBHO MPU3HaHbl «30/10TbIM
cTaHgapTom» nedeHms 6onbHbix ¢ KIMKT. OgHako B psae
nccneaoBaHui ycTaHoBNEeHa HU3Kas ap@EKTUBHOCTb Nleye-
HUS UCKOYUTENbHO 6eTa-agpeHob6noKaTopaMu, He3aBMU-
CMMO OT BblBpaHHOro npenapata [10-12]. Tak, B MHOro-
LLEHTPOBOM PETPOCNEKTUBHOM MUCCNeaoBaHUKU (226 60/bHbIX
¢ KIMXKT, n3a Kotopbix y 170 gnarHos 6bia yCTaHOBJIEH B AET-
CKOM BO3pacTe) HegocTaTovHas apdeKTUBHOCTbL 6eTa-aape-
HOGNOKaTOPOB ANS NPefoTBPaLLEHNS apUTMOrEHHbIX CObbI-
TMW Oblna ycTaHoBneHa B 25% cnydaeB [10]. B gpyrom
PETPOCMNEKTUBHOM KOrOPTHOM MCCneaoBaHuun (29 60/bHbIX,
cpeaHun Bo3pacT MaHudecTaumn 3aboneBaHuns — 10 ner)
Obl0 MOKal3aHo, 4YTo 6eTa-agpeHOo60KaTopbl KOHTPOIU-
pytoT TeyeHue 3aboneBaHus Tonbko B 31% cnyyvaes [11].
Mpuem ucKkNoUYUTENBHO 6€eTa-agpeHob/10KaToOpoB MOXKET
ObITb HEAOCTATOYHbIM TaKXe M AN NpejoTBpalleHus pas-
BuTHA BCC B gonrocpo4Hon nepcnektuse. Tak, A. Mazzanti
M COaBT., U3y4nB pe3ysnbTaTbl ledeHns 216 60nbHbix ¢ KIMHKT,
nokasanu, 4To B TeYeHue (B cpeaHem) 9 NeT KU3HeYrpoxa-
jolmne cobbliTna pas3Buancb Y 13% OO0NbHbIX, MOyYaloLinx
nleyeHne TonbKo 6eTa-agpeHobnokatopamu [14]. B apyrom
nccnenoBaHum Ha npumepe 9 naumeHtoB ¢ KIMXKT co cpea-
HUM NepuoaoM HabnwogeHus 8,6 roga 6bi10 YCTAaHOBJEHO,
4yTO Ha PoHe 6Gas3oBoM Tepanuu 6eTa-agpeHob/0KaTopaMu
apPUTMOreHHble COObITUS BOSHUKAN Y Tpex nauueHTos [15].
HepnocTtatouHas 3adpdeKTUBHOCTb 6GeTa-aapeHo6710KaTopoB
npu KIMXT oTmedeHa Takxe n B pabote S.G Priori n coasT.,
cornacHo peaynbraTaM KOTOpPOW MMMNaHTauus Kapauosep-
Tepa-gedubpunnatopa (MKA) notpeboBanacb 30% TaKux
60nbHbIX [16]. B nccnegosaHun cnydvaeB KIXKT, accouu-
MPOBaHHbLIX C MNaTOreHHbIMWM BapuaHTamu reHa CASQ2,
NMoKa3aHo, YTO apUTMOreHHble COOGLITUS PeLUaMBUPOBaU
y 65% 60/bHbIX, ¥ 3TO Ha GOHE MAKCMMasbHO MNEPEHOCUMbIX
[o3 6eTa-agpeHobnoKkaTopos [17].



B uyucne npuymH HegoctatovyHon 3adpdeKTMBHOCTU GeTa-
afapeHo60KaTopoB Y HEKOTOPbIX 60/bHbIX ¢ KIMHKT MOXHO
OTMETUTb 0COBeHHOCTU reHa CASQ2 [13], a TaKKe HU3KYI
NPUBEPKEHHOCTb OGO0/IbHbLIX K JIEYEHUIO B [O0/ITOCPOYHOM
nepcrnexkTMBe B COYETAaHUMM C BbICOKOWM 3aBUCMMOCTbIO OT
[103bl M KpaTHOCTK npuema [9, 15, 18]. Hanpumep, H. Kawata
M COaBT. MOKasanu, 4To cpean cemu naumeHtos ¢ BCC wectb
60/IbHbIX HE MpUOEPKMBaIUCb PEKOMEHAaUMn No npuemy
npenapatoB [18]. Heo6xoaAMMOCTb MOXKM3HEHHOIO MpuemMa
Tepanuu ¢ cobnofeHMeM BPEMEHW Mpuema Npu aauTenb-
HOM OTCYTCTBMW WMAW 3MU30AMYHOCTU KIIMHUYECKUX MPOsiB-
JNIEHUN Y NTUL, MOIOAOr0 BO3pacTa aABnseTcs «6naronpusaTHOM
cpefon» Ans CHWMKEHWS KOMMAAEeHTHOCTU WU, COOTBETCTBEH-
HO, BbICOKOIO PUCKa apUTMOreHHbIX cobbiTui. Elle oaHon
3HAYUMOMN MNPUYMHOM HU3KON 3DDEKTUBHOCTU OeTa-agpe-
HOG/IOKaTOPOB SBASETCA HaNWyne HeaumarHOCTUPOBAHHbIX
CynpaBEHTPUKYNSAPHbIX HAapYWEHUN cepaeyHoro putma [12].
MocnegHne Moryt 6biTb TpUrrepamu Ans XKenyao4YKOBbIX
HapyLLEeHWA pUTMa M NPUBOAUTb K Pa3BUTUIO KUIHEYrpOXKa-
owunx coctosHu [12]. Kak u B cnydae ¢ KITKT, anusoany-
HOCTb BO3HWKHOBEHMWS CyNpPaBEHTPUKYASPHbLIX HapyWeHUN
CepAeyYHoro putMa onpeaensier TPYAHOCTU AUArHOCTUKM W,
COOTBETCTBEHHO, NoA6opa Tepanuu.

APYrAfl AHTUAPUTMUYECKASA TEPANUA

[ns KOHTPONS KaK }KeNyAo4YKOBbIX, TaK U HagXenyao4Ko-
BbIX apUTMHUA MOXKET OblTb MCMONb30BaHa KOMOGUHUPOBAH-
Has aHTMapUTMMYECKas Tepanus, BKIOYatoLwas coyeTaHue
npenapaTtoB, AEWCTBYIOLWMX Ha pas3nMyHble 3BEHbs MNaTo-
reHesa aputMmuun [15]. Cpean npenapatoB, NPUMEHAEMbIX
B AOMNOSHeHWe K 6a30BON Tepanuu 6GeTa-aapeHobioKaTo-
pamu, Hanbonee 4acto B nuTepaType ynomMuHaeTcs dne-
KanHua — aHTMaputmmyeckui npenapart IC knacca [5]. 3ToT
npenapaTt KynupyeT He TOIbKO CynpaBeHTPUKYNSPHbIE IKTO-
NMUYECKUe apuTMUU, HO U KENyao4KoBble HapyWeEHUs pUT-
Ma [19]. MexaH13Mmbl NnogaBneHns GrekamnHMaom TPUrrepHon
3KTOMUYECKOW aKTUBHOCTU OCTaloTCH NpeaMeTOM AUCKYCCUM
[20, 21]. Tem He MeHee, MOXHO cYuTaTb AOKa3aHHbIM TOT
dakKT, yto dnekanHug nogaBnsetT GYHKLUUIO PUaHOANMHOBOMO
peuenTtopa [22].

CornacHo pesynbrataM paHAOMU3UPOBAHHOro niauebo-
KOHTPOJIMPYEMOro UccnefoBaHus, fob6aBneHne dpnekamHuaa
K NeyeHuto 6eTa-agpeHobnoKkatopamu y 60nbHbiX ¢ KIMKT
(n = 14) CHUKaET PUCK BOSHUKHOBEHWSA HArpy304HbIX XKeny-
[OYKOBbIX apPUTMUI U, TAKUM 06Pa30M, MOMKET CHUXKATb PUCK
pPa3BUTUA apPUTMOrEHHbIX COObITUI. pKU 3TOM KOMMYECTBO
}anob6 Ha nobo4yHble adPeKTbl Tepanun B rpynnax dneka-
MHMaa v nnauebo 6b110 oanHaKkoBbIM [23]. bonee BbicOKas
3ddEeKTUBHOCTb A0OGaBneHus dnekamHuga K 6eTa-agpeHo-
6/10KaTopaM B CpPaBHEHMM C MOHOTepanuen nocnegHuMu
y 6O0MbHbIX C NMaTofoOrMYecKMMK BapuaHTamu reHos RYR2
n CASQ2 noKasaHa M B PeTPOCMNEKTUBHbIX UCCNeAOoBaHUAX
[24, 25]. bonee TOro, OTMEYeHO, 4YTO AoGaBneHue one-
KavHuga K Tepanuu 6eTa-agpeHobsioKatopaMu CHUKaEeT
KO/IMYECTBO MOTMBMPOBAHHbBIX M HEMOTMBMPOBAHHbIX Cpa-
6aTtbiBaHni y 60nbHbIX ¢ MK [26, 27]. YcnewHoe BegeHue
605bHbIX ¢ KITKT Ha doHe Tepanum UCKIOUYUTENBHO drieKa-
WHWOOM MPOLEMOHCTPUPOBAHO B CEPUN KAMHUYECKMUX Cy-
yaeB (8 60MbHbIX), YTO cBUAeTeNbCTBYET 06 3ODEKTUBHOM
NoAaBNEHWUN XKeNYAOUYKOBbIX TaxMaputMun [28].

B HeMHoro4yncneHHbIx paboTax ocBelarTcs pesynbra-
Tbl MPUMEHEHUS APYrMX NpenapaToB B KayecTBe AOMOHM-
TeNbHOM Tepanuu K Ha3HayeHuto 6eTa-aApeHob610KaToOpoB.
B 4acTHOCTH, 3BECTHO, 4TO NpenapaToM, CHUXKaLWNM BO3-
HUKHOBEHWE MPOAPUTMOrEHHbIX KaNlbLMEBLIX TOKOB B Kap-
AMOMUOLMTaX M ABASIOWMMCS NOTEHLMANBbHO 3DDEKTUBHbBIM
y 60nbHbIXx ¢ KITKT, asnaetca nponadeHoH [29, 30]. Tak

e, KaK v ana dnexkanHuaa, M3BECTEH OMbIT NMPUMEHEHUSA
nponadeHoHa B Ka4yecTBe MoHoTepanuu. B pabote A. Marx
M COaBT. NpeacTaBfeHo onmcaHue 6onbHoro ¢ KMXKT u otaro-
LLEeHHbIM no cnydyaam BCC cemenHbIM aHaMHe30M M ¢ naTto-
nornyeckum BapuaHTom reHa RYR2 [30]. bonbHoW cTpagan
CUHKOMNaNbHbIMKU COCTOSAHMAMU ¢ Bo3pacta 14 net. OgHako
rnocne HasHavyeHus nponadeHoHa OOGMOPOKU He peuuau-
BMpoOBanu B TedyeHne 35 neT HabAAEHUS, YTO NO3BOAUIO
aBTOpaMm caenatb BblIBOA O NOTEHLMANbHO BbICOKOM addeK-
TUBHOCTM nponadeHoHa y 60nbHbiXx ¢ KIMXKT. Kpome Kiu-
HUYECKMX HabngeHun, gencrteme nponadeHoHa, HapaBHe
¢ dreKkanHMaoM, Ha NojaBfieHUe KanbLMEBbLIX TOKOB 6bli10
NOKa3aHO B 3KCNepuMMeHTalbHOM paboTe C UCMONb30BaHU-
€M K/IETOYHbIX TEXHOMNOMMI M MOAEeNMpoBaHWEM BapuaHTa
R1760W reHa RYRZ2. Pe3ynbTaTbl 3TOr0 UCCEeA0BaHUS CBU-
AETeNbCTBYIOT O MHOFOCTOPOHHEM BAMSHWM MnponadeHoHa
Ha 3MIEKTPUYECKYIO aKTMBHOCTb KapanomuoumTtos [31].

CoobuiaeTca 0 eAMHUYHbIX ciydanaX addEKTUBHOIO NMpum-
MeHeHUs1 nBabpaguHa y 6onbHbix ¢ KIMXKT npu nnoxown
nepeHocumoctn dnexkamHuga [32]. Mo Hawemy MHEHMUIo,
MCMNONb30BaHME aMMOAapoHa B KOMOWHMPOBAHHOW Tepa-
nun 6onbHbIX ¢ KIMXKT aBnaeTca HeonpaBAaHHOW Tepanes-
TUYECKOM cTpaTeruen rno npuynHe BbICOKOrO0 pUCKa pas-
BUTWUS TUNEPTUPEOD3a W, KaK CneacTBMe, BbICOKOro pucKa
BO3HUKHOBEHWSA apUTMOTrEHHbIX COObITUIM Ha dpoHe PUbpun-
NALMK KeNyao4KOB.

OTKPbITBIMK  OCTAlOTCA M Apyrne BOMPOCbl KOHTPOAS
cepaeyHoro putma y 6onbHbIx ¢ KITKT, ansg otBeTa Ha KOTO-
pble NoTPebyloTCs B TOM YMUCAEe JONTOCPOYHbIE UCCnefoBa-
HUSA. MNpexae BCero BaKHO OTMETUTb, YTO B KIMHUYECKMX
pekomMeHaauusax EBpornenckoro obuwecrtsa Kapanmonoros
nepeyncneHbl MOKa3aHWsA ANs Ha3HayeHUs B KayecTse
[ONONTHUTENbHOrO cpeacTBa K Tepanuu 6eTa-agpeHobno-
KaTopamMu TonbKo ans dnekavHuga [2]. B ux yucne Hanu-
yve anu3oga BHe3anHoOW OCTaHOBKM KpOBOOOGpaleHUs
B aHaMHe3e, a TaKXXe CUHKONaNbHblE COCTOSHUS UK XKeny-
[LOYKOBbIE HapyWweHUs puTMa, CNPOBOLMPOBAHHbIE Harpy-
304HbIM TECTOM Ha ¢GOHe Mpuema MaKCUManbHO nepe-
HOCMMbIX 403 6eTa-aapeHo6A0KaTopoB. ITM MOKa3aHus
onpeaeneHbl Kak COOTBETCTBYIOLME YPOBHAM AOKa3aTe b-
HocTK IC 1 1A [2]. TaKKe TPpebyIoT peLlleHns U Takne 3adaqm,
KaK onpegeneHne onTMMasnbHbIX KOMOWHaLMA aHTUapuT-
MWYECKUX NpenapaToB ANs PasfiniHbIX TUMOB HapyLWeHUN
cepaeyvyHoro putMa (HagKenyao4yKoBbIX M KeNyAo4YKOBbIX
TaxMapuTMUM) U UHOMBUAYANbHbIX OCOBEHHOCTEN MaLMeH-
TOB (Hanu4yume conyTCcTBYOLWEN NATONOMMKU, TAKECTb Teye-
HUS 3a60neBaHNs), ANUTENLHOCTU U PEXUMA NPUMEHEHUS
KOMOGWHUPOBAHHOM aHTUAPUTMUYECKOM Tepanuu (BbiGOp
03, KpaTHOCTHU nNpuema). Kpome Toro, Heo6xoaMmbl Aanb-
Henwne wccnegoBaHUa KIMHUYECKUX W TEHETUMYECKMUX
GaKTopoB, acCCOLMMPOBAHHbIX C OTBETOM Ha KOMOGUHUPO-
BaHHyl0 Tepanuio, 3GDPEKTUBHOCTb KOTOPOM Yy 6GOJbHbIX
¢ KIMXKT HeogHopoaHa [33, 34].

UMMNAHTALIUA KAPQUOBEPTEPA-AE®UBPU/IJIATOPA

UK/[ sBnseTtca Hanbonee pacnpoCcTpaHEHHON TaKTUKOM
XUPYPruyecKoro neveHuss 6osnbHbIX ¢ KIMKT [2]. CornacHo
KNMHUYECKUM peKoMeHdaunam EBponenckoro obuwectBa
Kapaunonoros (2022), MK ¢ uenbto npegorspauieHns BCC
noKkasaHa 60/bHbIM, MEPEHECLUMM BHE3AMHYD OCTaHOBKY
KpoBOOGpaLleHUs, a TaKKe O60/ibHbIM C apUTMOreHHbIMHU
COBbITUSIMW UK 3apPErMcTPMPOBaHHbIMUM 3aMaMu Harpy3o4-
HOM nonMMopdHON NMBO ABYHaNpPaBfEHHOW Kenyao4KOBOWM
TaxMKapauMn Ha GoHe npuema MaKcumasabHO NepeHOCUMbIX
[03 6eTa-agpeHob6nokatopoB M dnekanHuaa [2]. OgHako
OaHHble o nocneacTeusax UK, B ToM 4ynucne o 4ONroCPOYHbIX
pesynbratax UMNAaHTauun U BAMSIHUM KaK Ha TedeHune 3a60-
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NleBaHus, TaK U Ha BbIXKMBAEMOCTb 60JIbHbIX, HEOLHO3HAYHbI
1 BO MHOTOM NPOTUMBOPEYMBBI.

C oHOW CTOPOHHbI, B psiie paboT NoKa3aHo, YTO CBOEBpeE-
MeHHas MK/ 6onbHbiM ¢ KITKT accoummnpoBaHa Co CHUKEHMU-
eM pucKa cmepTu [8, 14, 35]. Hanpumep, B NPOCNEKTUBHOM
KOropTHOM uccnegoBaHnn A. Mazzanti n coaBT. Kapauo-
BepTep-aedubpunnatop 6b1 UMNNaHTMposaH y 79 (37%)
13 216 6onbHbIX ¢ KIMKT, accounnpoBaHHOM C NaToNOMK-
YeCKMM BapuaHToM reHa RYR2. lpu 3aTom cpeaHuin nepu-
oA HabnogeHua 3a 6onbHbiMM ¢ MK/ coctaBun 8,6 roga.
BbixknBaemocTb B rpynne 6onbHblx ¢ UK (n = 18) coctaBuna
100% no cpaBHeHUO ¢ 60% B rpynne 60nbHbIX 6€3 UK/
(n = 10), yto cBmnaetenbcTByeT 06 MK/ Kak o »u3Hecbepe-
ratouien TexHonorun [14]. CpabaTbiBaHMA KapanoBepTepa-
nedunbpunnatopa 6binn abPEKTUBHbI A1 KYNMPOBaHUSA KN3-
HeyrpoXKatlLnx aputMmum B 86% cnyyvaes, 3a UCKIIIOYEHUEM
HECKOJIbKMX 3MW30[40B remMoanHaMUyecKkn HecTabunbHOMU
nonMMop®dHON KenyaouKoBon Taxmkapamun [14]. B mHoro-
LLEHTPOBOM PETPOCMNEKTUBHOM MCCNeLOBaHUN NPOBOAMIACH
oueHka nocneacteun MKy 24 naymeHtoB [35]. Bcem nauu-
€eHTaM KapaunoBepTep-aednbpunnatop 6bi1 UMNIaHTUPOBaH
B Bo3pacTe (MeamaHa) 13,7 roga. 3a nepuoa HabnoaeHus
(B cpeagHem 3,3 roga) y 14 naumeHTOB 3aperMcTpupoBaHo
cymmapHo 140 cpabaTtbiBaHWi KapanoBepTepa-aepubpun-
natopa, U3 HuUX y 42% Ha »Kenyao4KoBble HapyLIEHUsS pUT-
Ma. M3 Bcex cpabaTbiBaHUM Ha XKenyaoyYKoBble HapyLIEHUS
cepaeyvyHoro putMa 57% 6b11n Ha GUOPUNNSALIMIO Kenyaou-
KOB, C ycnellHbIM KynupoBaHueMm. B uccnepgosanuum |. Marai
M coaBT. OblnM BKOYEHbI NauueHTbl ¢ KIMKT (n = 27),
acCcoLMMPOBAHHOM C BapMaHTOM B FOMO3MIOTHOM COCTOS-
HUM B reHe CASQ2 [17]. Bce 60onbHble noay4yanu nevyeHue
6eTa-agpeHo610KaTOpaMn B MaKCUMMalbHO MEPEHOCUMbIX
no3ax. Ha atom ¢oHe apuUTMOreHHble cOObITUS COXPaHAINUCH
y 65%, B cBA3N C 4eMm Oblna pekomeHgoBaHa UK. 8 us
13 naumMeHToB OTKa3anucb OT UMMNaHTaLUK, 6 U3 HUX NOrno-
v BcneactTemne Gubpuansaumm xenyagodkos. B rpynne ¢ UK
He 6blN10 0TMEYeHOo HM oaHoro cnydyasa BCC, cpegHumn nepunog
HabnaeHnsa coctaBmn 9 net [17].

C apyron CTopoHbl, n3BecTHo, 4To ¢ MK/ cBs3aH psag
OC/NOXHEHWUN, TaKNX KaK HEMOTUBUPOBaHHbIE cpabaTbiBa-
HUS KapauoBepTepa-gedunbpunnatopa, nepdopauuna uim
OUCnoKauna anekTpoga, TpomM603M6ONUSA, 3HAOKapAMT,
MHOULUMPOBAHME NOXa KapauvoBepTepa-aednbpunnaro-
pa [36]. Hanbonee rpo3HbiM M3 OC/OXHEHWN aBASET-
CSl pa3BUTME TaK Ha3blBAaeMOro 3/1EeKTPMYECKOro WTopma
C MHOXECTBEHHbIMU HeadDEKTUBHLIMKU cpabaTblBaHUAMM
KapavoBepTepa-gedubpunngaropa Ha GUOPUNASLMUIO Keny-
[OYKOB, YTO MOXET cTaTb NpMymMHon passutus BCC [37, 38].
Kpome toro, MKl umeeT HeraTMBHbIE MOCNEACTBUS B OTHO-
WEeHUN BAWSHUSA Ha MCUXOIMOLMOHANbHOE COCTOSiHUE
naumeHToB, ocob6eHHO y ntogen mnagwe 40 net [39].
B yacTHOCTH, cpeau nuL, MOI0AOro Bo3pacTa, NepeHecLumnx
UMMNaHTaLUMIo, pacnpocTpaHeHbl TaKMe pacCTPpoOMCTBa, Kak
NoBblWEHHAsA TPEBOXKHOCTb, AENPECCUBHOE M MOCTTPaBMa-
TUYECKOE CTPEeCcCOBOE PACCTPOMCTBO, YTO OTPULATENBHO
B/IUSIET HA KAQ4YeCTBO XXM3HM BONbHbIX U TPpebyeT obecneye-
HUS NCUXoNorMyecKkon nogaepku [39].

Ona yctpaHeHus MK-accounMMpoBaHHbIX OC/TIOXKHEHWNA,
CBfI3aHHbIX C TPAHCBEHO3HbIM pa3MeLlEeHUEM 3NEKTPO-
noB (TpoM603M6BONUKN, IHAOKAPANT, Nnepdopaums uiun auc-
NIoKauMs anekTpoga), MOXeT MPUMEHATbCA MOAKOXKHas
MK [36]. HO # npu Takom cnocobe KOHTPOAs cepaed-
HOMO pUTMa COXPaHAETCA PUCK HEMOTMBMPOBAHHBLIX Cpa-
6aTbiBaHnn [36]. 0 pa3HbIM AaHHbIM, Takne cob6bITUA
oTMeYeHbl y 22-46% 6onbHbix ¢ KIMXKT [10, 35, 40].
HemoTuBMpoOBaHHble cpabaTbiBaHUA OGONE3HEHHbI AN4
nauMeHToB W, OYEBWAHO, HE MMEIT TepaneBTUYECKOro

cmblcna. CynTaeTcs, YTO OHM MPOUCXOANAT B OTBET Ha 3asnbl
noAMMOpdHOM, B TOM YUCne ABYHanpaBfeHHOW, Kenyaou-
KOBOW TaxuKapaumu [12], a TakKe Ha 3amnbl CynpaBeHTPU-
KyNISpPHOW TaxuKapauu (npeacepaHas TaxvKapaus, aTtpuo-
BEHTPUKYNSApHaa y3noBas TaxMKapaus Mo TUMNY PU-IHTPU
(re-entry), dubpunnauma u TpenetaHmne npeacepaun) [12].
MpK 3TOM, €CNn NPUCTYN He KynupyeTcs CaMOCTOSTENbHO,
paspsn KapavosepTtepa-aedubpunnatopa He CrnocobCeTBy-
€T BOCCTaHOBJ/IEHUIO CMHYCOBOIO pMUTMa, 4TO MPOBOLMPYET
HaHeceHWe cneayowero paspsga, co3gaBas Takum obpa-
30M YCNOBMS AN9 Pa3BUTUS INEKTPUYECKOTrO WTopMa.

B cBA3M C BbICOKOW 4acTOTOM HEMOTUBUPOBAHHbLIX Cpa-
6aTbiBaHUM KapauvoBepTepa-aedmnbpunnaropa y 60/bHbIX
¢ KIMXT He BbiI3blBAET COMHEHWW, YTO UM He noaxoaaT
CTaHAapTHble HacTporku ycTponcTtea [34, 40, 41]. Takue
YHKLMKU, KaK aHTUTaxMKapauTMyecKas CTUMYNauus, Tak-
e MOryT 6bITb HEaPEKTUBHbI Y 60nbHbIX ¢ KIMXKT [35].
B aton cBS3M HEOBXOAUMbI AOMOMAHWUTENbHbIE YCUAUS MO
pa3paboTke onTUManbHbIX NapameTpoB UK/ ana nayuen-
ToB ¢ KIMTKT ¢ uenbto ob6ecnedveHns 6e3onacHoro GpyHKLUMo-
HUMPOBAHMA ITUX YCTPOMCTB.

Momumo HabnwoaeHun o6 WKO-accounmpoBaHHbIX
OCNOXKHEHUSX, B psge paboT 0OTMEYEHO COXPaHEHUE BbICO-
KOro pucka cmepTtn 6onbHbiX ¢ KIMXKT paxe nocne UK
[42-44]. Tak, B peTpOCNEKTUBHOM KOrOpTHOM UCCnefoBa-
Hun C. Van Der Werf 1 coaBT. (2019) 6b1210 NOKa3aHo, 4To
npuv BeaeHun 6onbHbIX ¢ KIMXKT 1 BHE3anHOMW OCTaHOBKOM
KpoBoob6palleHna B aHamHese (n = 136) B COOTBETCTBUMU
C aKTyanbHbIMU KIMHUYECKUMU PEKOMEHAALMAMMU B Teye-
Hue B cpeaHeMm 4,8 roga BCC pasBunacb y 3,8% 60/bHbIX
¢ MK v Hn y ogHoro 6onbHoro 6e3 MK/A. Kpome Toro,
y 24% 60nbHbIX ¢ UK, Habnoganncb HEMOTUBUPOBAHHbIE
cpabatbiBaHus, y 28% — apyrne UK-accounmnpoBaHHbie
OCNOXHeHusa [42]. B peTpoCneKTMBHOM KOrOpPTHOM
nccnegosaHun R.W. Sy n coaBT. M3yuyunu pesynbraTbl
nedenus 27 nauueHtoB ¢ KIMXKT B TeyeHue B cpefHeM
6,2 roga [44]. K[, 6bina BbinonHeHa 15 601bHbIM, U3 HUX
y 9 — B CBf13M C BHe3anHoM oCTaHOBKOW KpoBoobGpalle-
HUS B aHaMHe3e, y 4 — B CBSA3M C HalMYMEM apUTMOr€EH-
HbIX COObITUMA W/UNK 3aNMN0B MNOAUMOPGOHON Harpy304YHOM
¥enygoykoBon TaxuMKapauu, HecmMoTps Ha npuvem 6eTa-
afApeHO06/10KaToOPOB, U 2 — B CBSA3K C OTATOWEHHbIM CEMEN-
HbIM aHaMHe30M (Mo KakoMy 3aboneBaHuio — B pabo-
Te He yTo4yHsaeTcd). M3 15 nauuneHtoB BCC Hactynuna
y 2 yenoseK (13%) [44]. YnomnHaHUs o HacTynneHun BCC
y 60MbHbIX ¢ UK/, NpUCYTCTBYIOT U B APYrMX UCCNefoBaHuUSX,
MOCBSILLEHHbIX OLlEHKE OTAaNEHHbIX Pe3ynbTaToB SieyeHus
60nbHbIX ¢ KIMTKT [10, 45].

Takum o6pasom, UK aBnsaetcs XU3HEHHO BaKHOWM
onepaunen ang 6onbHbix ¢ KIMXKT, ogHako B page cnydva-
eB Hannune WMK[I-accoumMMpoBaHHbIX OC/IOKHEHWN, B TOM
4yucne pucKa pas3BUTUS INEKTPUYECKOro WTopma, Tpebyet
onpegeneHns 6osee TOYHbIX NokasaHun ana UK/, a Takxke
pa3paboTKM OnTMManbHbIX MapaMeTpoB MNPOrpaMMMpPoBa-
HWS YCTPOWCTBA C LiENblO YCTPaAHEHUS HEMOTUBUPOBAHHbIX
cpabaTtbiBaHWN.

CEJIEKTUBHASA JIEBOCTOPOHHASA CUMNAT3KTOMUSA

[pyrum Xvpypruyecknm noaxofoM K NeYeHuto 60bHbIX
¢ KIMXKT aBnaetca neBOCTOPOHHAS cumnataktoMmusa (JIC3),
B XO4€E KOTOPOM PEe3eLMPYIOTCS HUKHAS TPeTb 3BE344aToro
raHrnusa, nNpeacTtaBnfaollero cobon CAWgHME nocnegHero
wernHoro (C8) n nepsoro rpyaHoro (Th |) raHrnnes, U BepxHUe
rpyaHble (Th I, Th lll, Th IV) raHrum, aBnsaolmMecs YacTbto
aBTOHOMHOW CMMMNATUYECKOM HEPBHOW CUCTEMbI YENOBEKA.
PeaynstatnBHocTb JIC3 y 6onbHbIX ¢ KIMXKT ob6ycnosne-
Ha yBenuMyeHnem 3OPEKTUBHOINO pedpaKTeEpPHOro nepuo-



[a Xenygo4ykKoB U aHTUOUOPUANATOPHbIM AEWUCTBUEM, YTO
6bI1/10 NPOAEMOHCTPUPOBAHO B UCCNEA0BAHNUM Ha MUBOTHbIX
Mogenax [46]. TakKe BaxKHbIM ABNSETCA CHUXEHUE BbICBO-
60XXOEHUSA HOpaApeHanunHa, KOTOpPbIKM MOBbIWAEeT TpUrrep-
HYIO @KTMBHOCTb YKENyAO4YKOB BCNEACTBME KaK PaHHMX, Tak
M NO34HUX noctaenonspuaauunn [47].

Uctopunsa paszsutua JICO cBsfi3aHa C WCCefoBaHUAMM
WU OTKPbITUAMKU B 061aCTU XMPYPruu U HENpPOPU3MONornu
B XIX—-XX BB. BnepBble B KIMHUYECKOW MNpaKTUKe 3TOT
MeToA O6bl MpeanoXeH U ycrnewHo npumeHeH T. Jonnesco
B 1916 r. 415 neyeHnsa 601bHOro, CTpagaBLuero npuctynamMmu
cTeHoKapauu [48]. AHTHaHrMHanbHbIN 3addeKT JICI 6bia noa-
TBEPXKAEH B NocreayoleM, OAHaKo B CBSA3W C BHEAPEHUEM
B 60-x rr. XX B. HOBbIX, 6o5ee 3PPEKTUBHbIX METOAOB
NleYeHUss CTEHOKapAMM, TaKMX KaK aopTOKOPOHapHoe
WYHTUPOBAHME WU NpPUMEHeHMe 6eTa-aapeHo6/0KaTopoB.,
MHTepec K BbinosiHeHuo JICI y 60/bHbIX CO CTEHOKapaAMeENn
CTan MNOCTENEHHO CHUMKaTbCA. AHTMAPUTMUYECKUN IDPEKT
JIC3 ocTtaBanca Heu3BecTHbIM BMAoTb Ao 70-x rr. XX B.,
Korga A.J. Moss u J. McDonald BnepBble ony6anKoBanu
KNWUHUYECKUIN cnydan 34-neTHen 6O0SIbHOWM C CUHOPOMOM
YANIMHEHHOrO MHTepBana QT, cTpagatoLen peLumanBupyroLLu-
MW CUMHKONanbHbIMK cOCTOSAHMUAMM [49]. ocne BbINONHEHUS
JICO oTMe4anocb He TONbKO MpeKpalleHne NocnegHux, HO
1 cokpauieHune nutepsana QT ¢ 640 go 440 mc, 4TO NO3BO-
nMNo aBTopaM caenatb BbiBO4 06 aHTMAPUTMUYECKOM Aen-
ctBun JIC3. Mo mepe HaKonneHusa onbita npumeHeHns JIC3
y 60/1bHbIX C CMHAPOMOM YANMHEHHOTrO MHTepBana QT Bce
6o/blle MccneqoBaHWM MNoATBEPXKAaNM aHTUOUOPUINATOpP-
HbIM addekT JICI [50, 51].

MepBble nccnegoBaHus adPpeKTMBHOCTM JICI y 60MbHbIX
¢ KIMNXKT 6binn ony6nnkoBaHbl B 2008 r., B pe3ynbrate KoTo-
pbIX Ha HEBONbLIOM KONMYECTBE NaLMneHTOB Oblo NoKa3sa-
HO CHU)KEHMWE Yncna apuTMOreHHbIX COObITUI B pedynbTate
onepaTtuBHOro BMelarensctsa [52, 53]. B nocneaytouwem
G.M. De Ferrari 1 coaBT. NPOBEN PETPOCNEKTUBHOE KOropT-
Hoe uccnegoBaHne 3pPeKTMBHOCTM U 6e3onacHocTn JICI
y 63 60nbHbIX ¢ KITKT [45]. Ha ¢oHe onTumanbHON Meau-
KaMEHTO3HOW Tepanuu B Te4yeHue B cpegHem 37 MecC
J1C3 no3Boanna AoOUTbLCA CHUKEHUA KonnyecTBa 60NbHbIX
C apUTMOrEeHHbIMW COOGBLITUAMKU Ha 68% (3PPEKT HuKe
y 60/bHbIX ¢ HeENonHoM JIC3, T.e. ¢ YaCTUYHbIM UCCEYEHUEM
3BEe34aToro raHrmus), Konmyectea cpabaTbiBaHUM Kapamo-
BepTepa-gednbpunnaropa — Ha 93%, Konnyectsa cpaba-
TbiBaHWM Ha 4yenoBeka B rogq — ¢ 3,6 go 0,6. Kpome Tor0,
OTMeYeHo, 4To JICO He TONIbKO CHUMKaeT PUCK pasBUTUSA
XU3HEYrpoXKaLwmnx cobbiTU, HO U MNOBbIWAET KavyecTBO
XU3HU 60nbHbIX ¢ KIMKT [45, 54].

TexHnKa npoBeaeHus JICO npetepnena 3HayYUTENbHblE
M3MEHEHUSI C MOMEHTa BbIMOMHEHUS MEPBbIX onepauni 4o
HacToslero BpemeHu [55]. B paHHUX paboTax ynoMUHaeTcs
npoBeAeHne NEeBOCTOPOHHEN CTENNIKTOMUM — yaaneHus
WCKNOYUTENBbHO NEBOr0 3BE3AYATOr0 FaHMus, YTO HEMUHY-
€eMOo BeNo K pasButuio cuHapoma lopHepa [55]. B nocneay-
owemM 6blna NpMMeHeHa neBas LWenHO-rpyaHas CMMNaTaK-
TOMMUS, B X04€e KOTOPOW yaanstoTcs BECb IEBbIM 3BE344aTbIn
raHruM, a TakXe nepBble YeTblpe-NaTb NEBbIX FPYAHbIX
raHrnues [55]. XoTa aTa MeToAMKa TaKXKe npuBoauna K pas-
BUTUIO cMHApPOMa [opHepa y HEKOTOpbIX 60/bHbIX [55], ¢ ee
NPUMEHEHWEM yaanocb LOCTUYb NyYLIEero aHTUapUTMuye-
cKoro addekTa [55]. B HacTosllee e BpeMs WWMPOKO pac-
npocTpaHeHa METOAMKA C yAaNeHMEM TONbKO HUMKHEN YacTu
3Bes3gyatoro raHrma u -1V rpyaHbix raHraves. bbino
NMOKa3aHO, YTO PEe3eKLUNUS UMEHHO HUXKHEW MOMOBUHbI MK
TpeTn 3Be344aToro raHrmusa obecnevynBaeT HaMbONbLLUM
AHTUPUOPUNAATOPHBLIN 3PODEKT, CHUKAA PUCKM NOABAEHMUS
cuHagpoma [opHepa Ao MuHMmyMa [55]. Takon pesynbrat

06YyCNnOB/IEH TeM, YTO OpraH 3peHus MnosydyaeT cumnaTtu-
YeCKyl0 MHHEepBaLUMIO B OCHOBHOM M3 BEPXHEN MOSOBUHbI
3Be3a4artoro raHrmus [55].

lNepBble onepaumn MNO cUMNATUHYECKOW AeHepBaLumu
cepaua NPoBOANIM NMYTEM OTKPbLITOrO XMPYPrnYecKoro 4oCTy-
na, Yyalle Bcero 31o 6bla 1E€BbIN HAAKNOYMYHbIM focTyn [56].
Ona obecnevyeHns p[docTyrna K CUMNATUY4ECKOMY CTBOJY
BbIMOMHANCA HEGONbLION pa3pes, nocne Yero oToasBuranncb
nepeaHss NecTHWYHas Mblwua U anadparmanbHbli HeEpB.
B panbHenweMm, ¢ pasBUTUEM MaNOMHBA3MBHbLIX TEXHOMO-
rMN, WWPOKOE pacnpoCcTpaHeHWe nonyvyuna BUAEOACCUCTU-
poBaHHas TopaKocKonuyeckas cumnaTakTtomus. C Havana
NPUMEHEHNSA B KIIMHMYECKOM npaktuke ¢ 1990-x rr. meTo-
OWKa npowna psjg ycoBepLeHCTBOBAHUI M BNepBble Oblia
Mcnofib3oBaHa y 60MbHbIX C MEPBUYHBIM 3NEKTPUHECKUM
3aboneBaHneM cepgua (CMHOPOMOM YAJIMHEHHOIO WMHTEp-
Bana QT) B 2003 r. [57]. Onepauua BbIMNOJHAETCA C NPU-
MEHEeHMEM 06Len aHecTe3nn, NooKeHUe naumeHTa B Tpu
4yeTBEPTU Ha NpaBoM BOKY. B neBon NonoBUHE FpyaHON KNeT-
KW NO CpeAHeN aKCUNNSPHON NUHUKU BbINOMHAIOTCA ABa WK
TpU HebonblMX pa3pesa AN pas3MelleHns TOPaKonopTos
ANS Kamepbl ¥ MHCTPYMEHTOB. HWXKHAS YacTb 3Be344aToro
FraHrus U BEpPXHUE TPYyAHble FaHruMuM BU3yannaupyloTcs
W yOoansaoTes, Nocse Yero NpoBoOAMTCS ylMBaHWe paH [57].

Bnarogaps aBOMOLMM XMPYPrMYECKMX MOAXOA0B B HACTO-
auee spems JIC3 cuntaetca 6e30nacHbIM BMeLLaTEeIbCTBOM,
PUCKM Pa3BUTUA CEPbE3HBIX OCIIOKHEHUI KOTOPOro CBEAEHbI
K MUHUMYMY [45, 54]. CneayeT 3aMeTUTb, 4TO B CBSI3U C U3Me-
HEHWEM cUMMaTUYEeCKOM MHHepBauum nocne JIC3 y 60/bHbIX
OTMeYaeTcsa psa HapyleHuin. Hanbonee 4acto B nuteparty-
pe ynoMMHalOTCA WM3MEHEHUs rnppatauun 1M Temneparypbl
Tena ¢ ogHoM cTopoHbl. Tak, no gaHHbIM K.E. Waddell-Smith
M coaBT., n3 44 nauuneHToB, nepeHecwux JIC3, y 66% oTme-
yanacb CyxOCTb N1I€BOW CTOPOHbI Tena, y 59% — oAHocTo-
POHHAA runepemus nuua, y 55% — KoHTpanatepanbHbli
rmneprnapos, y 39% — pasHuua Temnepartypbl Mexay pyKa-
MK, ¥ 11% — noCTOAHHbIN U Y 9% — npexoaswmnin nTos,
y 11% — nameHeHune Tepmoperynsauunu, y 9% — napecresuns
NIeBOM PYKK, Y 7% — CHUXKEHWE CMMMNATUYECKON peaKLmn Ha
GoHe aMoumnoHanbHOM Harpysku [58]. OQHUM U3 TPEBOXHbIX
nocneactemn JICI asnsaetcsa HenponaTuyeckasa 60/b, BO3HU-
Katowas y nouytn 30% 60nbHbIX [54], npuyem 3TOT NOGOYHbIN
3ddEKT He onucaH Npu UCNOSIb30BaHWKU peTponieBpasbHO-
ro goctyna. o HaweMy MHEHWIO, 3TO CBA3AHO C TEM, YTO NpH
TOPaKOCKOMMUYECKOW onepaLmm xupypr 60osee akTMBHO BO3-
AENCTBYET Ha CMMMNATUYECKYIO LIeNb Nepej ee pa3pe3aHnem.
Tem He mMeHee, no gaHHbIM PJ. Schwartz n M.J. Ackerman,
HenponaTtnyeckas 6onb y 30% 60nbHbIX peayuupoBanacb
B NepBble HECKONbKO MecsiueB nocne onepauunu [54]. Ana
CHUXXEHWS PUCKa pa3BUTUS 3TOro Nob6o4YHOro adpdekTa aBTo-
pbl PEKOMEHAYIOT NCMONb30BaTh HU3KME A03bl rabaneHTMHa
3a 24 4 po onepauuu, 0CO6EHHO Y MALMEHTOB C HU3KUM
6oneBbiM noporom [54]. CuHapom [opHepa, KOTopbIK, Kak
6bIN0 CKa3aHOo paHee, HepeaKo Habnaancs Npu onUcaHum
nepBbIx cnyvyaes nposeaeHus JICI v gaxe cumtancs Kpute-
prem adpPEeKTUBHOCTM BMeLLaTeNbCTBa, B HacToslee Bpems
NPaKTUYECKM He BCTpedvaeTcs B CBA3M C YCOBEPLUEHCTBO-
BaHMEM TEXHUKM OMnepauuu, XOTs Npexoaslime MpuU3HaKu
cvHapoma [opHepa Bce e MOryT pa3BuTbCS B pesyibra-
Te CAABNEHUS M OTeKa BepxHen MNONOBWHbI 3BE344aToro
raHrnns meHee 4yem B 2% cnyyaes [59].

OnpeaeneHne nokasaHWn M ONTUMasbHbIX CPOKOB MPO-
BefeHus JIC3 y 60nbHbIX ¢ KIMKT ocTtaeTtca cnoxHow 3aga-
yen. CornacHo MexayHapoAHbIM KIMHUYECKMM peKoMeHaa-
umam, JIC3 MoXKeT 6bITb paccMOTpeHa Yy 60/1bHbIX C HU3KUM
OTBETOM Ha Tepanuio 6eTa-agpeHobnokaTopamun U daeKau-
HUOOM WMAN NPU HEBO3MOMXHOCTU LOCTUKEHNUS ONTUMaANbHbIX

(+7]
2 H CURRENT PEDIATRICS /2024 / V.23 / N2 2

0

BOMPOCbI COBPEMEHHOM NMEAUATPUM / 2024 / TOM 23 / N



Review

0630p NuTepaTypsbl

003 MeMKaMeHTo3HOM Tepanuu [2]. [Nog BONpocoOM ocTaeT-
cs 060cHOBaHHOCTb NpoBeaeHns JIC3 y 6onbHbIx ¢ KMKT go
MK/, B KayecTBe Mepbl, MO3BONSAOWEN WU OTCPOYUTb, NN
otMeHuTb MK/ [41]. Mo Hawemy MHEHWIO, BHEAPEHME 3TOr0
noaxoAa MOXeT Cnoco6CTBOBATb MOBLIWEHUIO KayecTBa
WU3HKU 60sbHbIX ¢ KIMXKT B cnydyae coxpaHeHus aHTUOUO-
punnatopHoro addekta JICO Ha NPOTAKEHUU ANUTENbHO-
ro BpeMeHu. HecmoTps Ha MHoroob6ellatoume pesynbraThbl
nccnenoBaHum addbeKTUBHOCTM M 6e3onacHocTu J1ICI, Heob-
X0OAMMO AanbHenlwee naydyeHune ponu J1ICI B cTpaternun neve-
HUSA 60nbHbIX ¢ KIMXKT.

NEPCNEKTUBHbLIE METO4bl JIEYEHUA

CoxpaHeHMe BbICOKOrO OCTAaTOMHOIO pPUCKa pPasBUTUS
WUBHEYrpoXKalLUmMX COCTOAHMM Ha (GOHEe pPEKOMEeHAOoBaH-
HOro neyenus 6onbHbix ¢ KIMXKT npuBeno K paspaboTke
M TECTUPOBAHMIO CPEACTB reHHOM Tepanuun. PasnnyHble noa-
Xxoabl K reHHow Tepanuu KIMKT MOXHO pa3aenuntb Ha YeTbipe
OCHOBHbIX Knacca [60]:

1) 3amMeHa NopaKeHHOro reHa Aas BOCCTaHOB/IEHUS YPOBHSA

PYHKUMOHaNbHOro 6enKa;

2) nofaBfieHWe JOMUHAHTHOIO NaToN0OrMYECKOro annens;
3) pepaktnpoBaHue reHa ¢ nomouwbto CRISPR/Cas9 ans

M3MeHeHus nocnegoBatenoHoctn JHK v npegotBpalle-

HUA 06pa3oBaHUsa AUCPYHKLMOHANbHOMO 6€enkKa;

4) nopaBfieHWe MONIEKYN-MULIEHEN B CBA3a@HHbIX 6GMONOrM-

YECKMX NyTSX.

B HacTosiwee BpeMs adPEKTUBHOCTb M 6€30MacHOCTb
nepeyvymcneHHbIX Moaxo4oB SBASETCS OOBLEKTOM M3yYeHus
UCKIOYUTENBbHO Ha NPUMEPE KNETOYHbIX NN UBOTHbIX 9KC-
nepumeHTanbHbix Moaenen [60].

3AK/TIOYEHUE

JNleyeHne 6GeTa-agpeHobNOKaToOpamMn SBASETCS OCHOB-
HbiM B Tepanuu nauuneHToB ¢ KIXKT, ogHako y 6onee yem
O[IHOW TPETU NaLMEHTOB B AO/ITOCPOYHOM NEPCNEKTUBE OTME-
yaeTcs HepgocTatoyHas 3PdEKTUBHOCTb MpenapaTtoB 3TOM
rpynnbl. B Takmx cnydasax nepcneKkTMBHOM CHYUTAETCH KOMOK-
HUpoBaHHasa Tepanusa KIMKT ¢ npumeHeHnem dnexkavHuaa,
Toraa Kak adp@eKTMBHOCTb nponapeHoHa OKOHYaTeNbHO He
onpegeneHa. JaHHble 06 adpdpekTnuBHocTM MK/ y naumeHToB
¢ KIMXKT npotuBopeunBbl. HeKoTOpble NCCneaoBaHUs noKa-
3bIBAOT BbICOKYIO 3GDEKTUBHOCTb METOAA, B TO BPEMS KaK
OpyrMe yKasblBalOT Ha BbICOKMW PUCK OCNOXHEHWHW, TaKMUX
KaK pas3BUTUE 3NIEKTPUYECKOro WTopMa. CHUKEHMEe 3Toro
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MnaapeH4YecKass CMEepPTHOCTDb
B YeueHcKon Pecnyonuke:
CpPpaBHUTEJ/IbHbIX aHaANU3

U OCHOBHbIE TEHAEeHLUHU
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MowuceeBa KaprHa EBreHbeBHa, LOKTOP MEAULIMHCKMX HayK, npodeccop Kadenpbl 06LECTBEHHOIO 3A0POBbA 1 34paBOOXPaHEHUS
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Appec: 194100, CaHKT-lNetepbypr, yn. JIuToBcKas, 4. 2, Ten.: +7 (812) 295-17-42, e-mail: karina-moiseeva@yandex.ru

Cratbs nocrynuna: 27.10.2023, npuHaTa K neyatu: 16.04.2024

060cHOBaHMe. HecMOTPS Ha OTYETIUBYIO TEHAEHLMIO K CHUXEHUIO Maf€HYECKON CMEPTHOCTHU B LI€JIOM 0 CTPpaHe, oTMe-
4alTCs CyLECTBEHHbIE Pa3/IMuns 3Ha4YeHUI NoKa3aTtesnei no oTAe/lbHbIM GeaepasnbHbIM OKpyram v cyobektam PoccuicKomn
denepaumnn. [1oaToMy BaxKHbIM HanpaBAeHUEM HayYHOro aHanau3a sIBJSIETCS] OLleHKa nokasatenei MaafeH4YeCcKon CMepTHO-
CTU M MoKa3aTenies 3[10p0Bbs1 ETEN epBOro roga »u3Hu. Llenb nccnegoBaHmuss — 1M3y4nTb OT€/bHbIE TOKa3aTe N 30P0BbS
JeTen 1 rnokasaTtesnn MaafeH4ecKon cMepTHOCTH B YeyeHcKon Pecny6inke. MeToabl. Ha ocHoBaHUM aHHbIX 0puLMaibHON
CTaTUCTUKM U BbIKOMMPOBKM CBEAEHMI M3 HOpM cTaTuCcTUYecKom otyeTHocTn N2 12 n N° 32 npoBefeHO PeTpoCcrneKTMBHOE
04HOMOMEHTHOE MCC/e0BaHMEe [oKa3aTenen MaajeHYecKoh CMePTHOCTH, 4YacTOThbl HEAOHOLIEHHOCTH, 3aboseBaemMo-
CTM HOBOPOXAEHHbIX U E€TEN MepBOro roga XW3Hu, a TakKe 1eTa/lbHOCTU AeTel, POAMUBLLUMXCS 60JIbHbIMW M 3a601EBLLIUX.
Pe3ynbtatbl. YevyeHckasi Pecrny6ivnka OTHOCUTCS K PErMOHaM C BbICOKMM YPOBHEM MafleHYECKON CMEePTHOCTHU, KOTOPbIA
B2018-2022 rr. cHuaunncsa Ha 11,6% — ¢ 6,9 g0 6,1%o. B pernoHe, KaK 1 B Lies1omM 1o Poccum, 0CHOBHbIMM 3a60/1€BaHUSIMMU,
MOCAYXMUBLUMMUW MPUYMHAMM CMEPTU AETEN Ha NEPBOM rofy 13HH, IBASISIMCb OTAE/bHbIE COCTOSIHUS, BO3HMKAIOLLME B repu-
HaTa/bHOM repuoae, U BPOXAEHHbIE MOPOKU pa3BuTusi (BI1P). B ToO e Bpemsi CMEPTHOCTb OT 60/1€3HEN OpPraHoB AbIXaHUS
M HEKOTOPLIX MHPEKLIMOHHBIX M napa3uTapHbIX 60/1e3HeN NpeBbILlana CpeaHUe nokasaTtenn no cTpaHe. B pecnybinKe 4acto-
Ta HEJOHOLEHHOCTH Bbl/ia HUKE CpeHEePOCCHNCKNX 3HaYeHui B 1,5 pasa, 3a60/1eBaeMOCTb HOBOPOXKAEHHbIX — B 1,7 pasa,
3a60/1eBaeMOoCTb eTel nepBoro roga »u3Hn — B 4,0 pa3a. AHain3 AMHaMWUKKU rnokasatesnen BbisiBUJI, YTO YacToTa HEeAOHO-
LWEeHHOCTH 1 3a60/1eBaeMOCTb HOBOPOXKAEHHbIX 3a 5 1eT UBMeHUANCb He3HaynTeabHo (+2,2% n —1,0%), a 3a60/1eBaeMoCTb
ZieTei NepBOro roja XMW3HU UMesna yCTONYMBLIA TPeHA K cHwkeHuto (—40,2%). Bce nokasatenn 3a6oieBaemMocTv AeTel,
ymeplumx A0 roja, no Knaccam 3aboseBaHuii, SBAAIOLMXCS Hanbosiee pacrnpoCTPaHEHHbIMU MPUYMHAMMK MAaAEHYECKON
CMEPTHOCTH, Bbi/IM 3HAYMTEIbHO HMKE CPEAHMUX M0 CTpaHe 3HavyeHui. [loka3aTtenun netaabHOCTH AETEH, POAUBLLINXCS GOJlb-
HbIMU U 3a60/1EBLUMX, B cpeaHeM B 5,4 pa3a npeBbilain aHaaornyHble nokasatenan B Poccmun. Hanbosiee BbICOKMI ypOBEHb
IeTaNIbHOCTU Habtogasicsl cpeau AeTen, yMmepLumx oT OTAE/bHbIX COCTOSIHMI, BO3HUKAIOLMUX B repuHaTaibHoM nepuoae, BIIP,
BHELHUX NMPUYUH U HEKOTOPBIX MHPEKLIMOHHbIX M Napa3uTapHbiXx 601e3HeN. 3Ha4YeHue rnokasatessi 3POEKTUBHOCTH CIyKObI
OoXpaHbl MaTepuHCTBa M EeTCTBa B cpeAHEM 3a 5-1eTHUI BpeMeHHON nHTepBas coctaBuio 0,44, 4To COOTBETCTBYET CPeEAHEMY
YPOBHIO 3(peKTUBHOCTH. 3aKmo4eHue. [IpoBegeHHoe uccieg0BaHme No3B0OJIMI0 YCTaHOBUTb, YTO B YeueHcKow Pecnybanke
nmeeTcsi He06X0AMMOCTb Y/yHLLIEHNS OpraHu3aLMm MeANLMHCKOM NOMOLLM AETSIM EPBOIro roAa K13HH.

KnioyeBble cnoBa: miajeH4Yeckass CMepPTHOCTb, YeyeHckasi PecnybivKka, 4YacTtoTa HeAoOHOLIEHHOCTH, 3ab60/1eBaeMOoCTb
ZleTel NepBOro roAa XW3Hu, 1eTaslbHOCTb, 3OPEKTUBHOCTb C/1Y»KObl OXPaHbl MaTepUHCTBa U AETCTBA

Ana untupoBaHusa: VisaHoB [.0., MouceeBa K.E., Mexwnpos K.C., lOpbeB B.K., lleBuosa K.I., AnekceeBa A.B.,
Bonotckmx B.M. MnageH4yeckasi cMepTHOCTb B HeyeHcKon Pecnyb6nunKe: cpaBHUTENbHbBIM aHaNn3 U OCHOBHbIE TEHAEHLIUM.
Bonpocbi coBpemeHHo# negnatpmmn. 2024;23(2):71-83. doi: https://doi.org/10.15690/vsp.v23i2.2741

OBOCHOBAHME

YpoBeHb MageH4YeCKON CMEPTHOCTM HEOBXOAMMO pac-
cMaTpMBaTb KaK OAUH U3 BaXKHEWLWWUX KPUTEPUEB AeMOrpa-
duryeckoro 6narononyyns rocygapcrsa. [lacnopT Hauwuo-
HanbHOrO MNpPOEKTa «3ApaBOOXpPaHeHUe», YTBEPKAEHHbIN
Ykazom [lpe3uaeHta Poccuitickon depepaunun ot 7 mas
2018 r. N2 204 «O HauMOoHaNbHbIX LENsx u cTpaTterMyeckmx
3ajadvax pasBuTns Poccuiickon depepauun Ha nepuona
no 2024 ropga», yCTaHOBW €ro ueneBblM WMHAMKATOPOM
KayecTBa MeAMLUMHCKOW nomolum B chepe oxpaHbl maTe-
puHcTBa u getctBa [1, 2]. CornacHo AaHHbIM HOPMAaTUBHO-

NnpaBOBbIM aKTaMm, NoKasaTtelflb MiajeH4eCKON CMEPTHOCTHU
B Hallew cTpaHe [JOMKeH 6biTb He 6onee 4,5 cnyy4aeB Ha
1000 poaMBLUMXCS KWBbIMK AeTen, TOo ecTb 4,5%.. 3a
nocnegHue 5 neT faHHbIK NoKasaTenb B Poccun cHU3uUICs
¢ 5,1%0 B 2018 T. 10 4,4%0 B 2022 1., YTO B LL€/IOM COCTaBMU-
10 13,7%, unu 2368 cnaceHHbIX )n3Hew [3].

HecMoOTpsi Ha OTYETAUBYIO TEHAEHLMIO K CHUXKEHUIO
MIaleH4eCKOM CMEepPTHOCTM B LEeSIOM MO CTpaHe, OTMme-
YaloTcA CyLleCTBEHHble pas3nuyuMa 3HayeHu noKasaTe-
el No oTaenbHbIM defepanbHbiM OKpyram U cyObeKTam
Poccuickon ®Pepepaunn [4]. HekoTopble pernoHbl uMme-
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0T MOKa3aTenM Ha ypoBHE 61aronoflydyHblX €BPONENCKUX
CTpaH. B 70 Xe BpeMs B OTAENbHbIX peErMoHax HabnogatTcs
[OBOJIbHO BbICOKME MOKa3aTeNn CMEePTHOCTU AETEN AaHHOWM
BO3pacTHoW rpynnbl [5—7]. Bce BbllWeN3n0KeHHoe GopMHU-
pyeT Heo6X0ANMMOCTb aHaIM3MpPoBaTb KOHKPETHbIE NOKa3a-
Tenn MnageH4eckom CMEpPTHOCTH, OCOBGEHHO B permoHax c ee
BbICOKMM YPOBHEM.

B CeBepo-KaBKa3cKoM deaepanbHOM OKpyre ypoBeHb
MAafeHYECKOM CMEPTHOCTM Ha MPOTSKEHWUU MOCAEAHUX
JIET OCTaeTcs CTabubHO BbICOKMM, YTO BO MHOIMOM OO6Y-
CNOBMIEHO BbICOKMM YPOBHEM MNaAEHYECKON CMEPTHOCTU
B Pecnybnuke [arectaH n YeyeHckon Pecnybnunke. BmecTte
¢ TeM gerpeccusi nokazatensa B defepanbHOM OKpyre B nepu-
on 2013-2022 rr. coctaBuna 53,7% (¢ 12,3 go 5,7%o),
4YTO B 6GONblIEN CTEMNEHU CBA3AHO C OYEHb BbLICOKUM TeM-
NMOM CHWXXEHUS MNageH4YeCcKon CMepPTHOCTU B YeyeHCKowm
Pecny6nunke (-65,9% K ypoBHto 2013 1. (17,3%0)) [8].

COOTBETCTBEHHO A1 MOHWMAHWSA MNPUYUH Pasnnyvui
B YPOBHE MOTEPb XM3HEecrnocobHbix geten B Poccun n ee
pernoHax, 0CO6eHHO B perMoHax C BbICOKUM YPOBHEM Ma-
[EHYECKON CMEPTHOCTU, HeobxoanMMo obnagatb MHPOpMa-
uMen o dakTopax, oTpMLUaTeNbHO BAUSIOLWNX HA cpeaHepoc-
CUWCKUIK MoKasaTesnb. [103TOMy BaKHbIM HanpaBlieHUEM
Hay4YHOro aHanu3a fBASETCS M3y4yeHWe MoKazatenen mna-
[EHYECKON CMEpTHOCTM M MnoKa3aTeNnen 340pOBbs AeTewn
NepBOro roAa W3HW, 4To M 0BYCNOBAMBAET aKTyaslbHOCTb
[aHHOro nccnefoBaHus.

Llenb uccnepoBaHua

Llenb nccnepoBaHnsa — M3y4YnTb OTAENbHbIE MOKa3aTeNU
300POBbS AE€TEN M NMoKasaTenn MaageH4eCcKonm CMEepPTHOCTU
B YeyeHcKkon Pecnybnuke.

METOAbI

[An3aitH uccnepoBaHua

MpoBeneHo PeTpocneKTUBHOE OJHOMOMEHTHOe Wcche-
JloBaHue.

UcTOoYHUKMK uHdopmauumn

[aHHble obuLmanbHOM cTaTUCTURK [9—14].

[onoBble GOPMbl MEAULIMHCKOM OTYETHOCTM 3a 2018-
2022 rr.

Kputepun BkaoyeHuns
Bbinn 3anpolueHbl cneaywowme GopMbl MEAULIMHCKOM
oT4yeTHOCTH 3a 2018-2022 rr.:

e ¢dopma N2 32 «CBeieHNs 0 MEAULIMHCKOM NoOMOLKM 6epe-
MEHHbIM, POXEHWLLAM M POAUSbHULIAM» (rOA0OBasi, KoA
dopmbl no OKY/, 0609364) no HYeyeHcKon Pecnybnuke;

e ¢dopma N2 32 «CBeieHNs 0 MEAULIMHCKOM NOMOLKU 6epe-
MEHHbIM, POXEHWLLAM M POAUSbHULIAM» (rOAoBasi, Koa
dopmbl no OKY/], 0609364) no Poccuinckon depepaumu;

e dopma N2 12 «CBegeHus o yncne 3aboneBaHUn, 3ape-
FTMCTPUPOBAHHBIX Y MaLMEHTOB, NPOXKMUBAIOLWWUX B paino-
He 06CNyXMBaHWUA MEAMLMHCKOM opraHus3almu» (rogo-
Bas, ko ¢opmbl no OKYA 0609346) no YeuyeHckoun
Pecnybnuke;

e dopma N2 12 «CBegeHus o yncne 3aboneBaHUn, 3ape-
FTMCTPUPOBAHHBIX Y MaLMEHTOB, NPOXKMUBAIOLWWUX B paino-
He 06CNyXMBaHWUA MEAMLMHCKOM opraHus3almu» (rogo-
Bas, Ko dopmbl no OKYJ 0609346) no Poccuickomn
depepauun.

Kputepmumn HeBKI0O4eHUS
He 3annaHupoBaHbl.

Dmitry O. lvanovl, Karina E. Moiseeva?l, Kazbek S. Mezhidov!-2, Vadim K. Yuriev!, Kseniya G. Shevtsoval,

Anna V. Alekseeva?, Vyacheslav M. Bolotskikh3

1 Saint Petersburg State Pediatric Medical University, Saint Petersburg, Russian Federation
2 National Medical Research Center for Therapy and Preventive Medicine, Moscow, Russian Federation
3 Maternity hospital No. 9, Saint Petersburg, Russian Federation

Infant Mortality in the Chechen Republic: Comparative Analysis
and Major Trends

Background. Despite the clear trend towards infant mortality decrease in our country, there are significant differences in values in
some federal districts and regions of Russian Federation. Thus, the assessment of infant mortality rates and health indicators is crucial
topic of scientific analysis. Objective. The aim of the study is to investigate selected child health indicators and infant mortality rates
in the Chechen Republic. Methods. We have conducted the retrospective cross-sectional study of infant mortality rates, prematurity
incidence, infant and newborn morbidity, and mortality of children born sick or got sick. The study was based on the data from official
statistics and from the extraction of statistical reporting forms No. 12 and No. 32. Results. The Chechen Republic belongs to the regions
with high infant mortality rate, however, it has decreased by 11.6% from 6.9 to 6.1%o. in 2018-2022. The major diseases causing lethal
outcomes in infants in this region, and in Russia as a whole, were certain conditions that occur in the perinatal period, and congenital
disorders. Meanwhile, mortality from respiratory diseases and some infectious and parasitic diseases exceeded the national average.
Prematurity incidence in the republic was 1.5 times lower than the national average, newborns morbidity was 1.7 times lower, infants
morbidity was 4.0 times lower. Trend analysis has revealed that prematurity incidence and newborns morbidity have slightly changed
over 5 years (+2.2% and —1.0%), while infants morbidity had significant trend (—-40.2%). All morbidity rates of children who died at the
age under 1 year were significantly lower than the national average for all classes of diseases that are the most common for infants
mortality. The mortality rates among children born sick or got sick were on average 5.4 times higher than similar indicators in Russia.
The highest mortality rate was observed among children who died from perinatal conditions, congenital disorders, external causes, and
some infectious and parasitic diseases. The level of the maternal and child health service performance was 0.44 on average over the
5-year interval, that corresponds to the average level of efficacy. Conclusion. This study has allowed to reveal that there is an urge to
improve the organization of medical care for infants in the Chechen Republic.

Keywords: infant mortality, the Chechen Republic, prematurity incidence, infant morbidity, mortality, maternity and child welfare
services efficacy
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OnucaHMue KPpUTEepUeB COOTBETCTBUS
(AnarHocTUYecKue KpUuTepmumn)
[leTv NepBoro rofa Xu3Hu.

Moa6op y4aCTHMKOB B rpynnbl
He 3annaHupoBaHo.

LleneBble noKka3atenu ucciefoBaHusa
OCHOBHbI€e NoKa3aTe/iu UccilefoBaHHUs
lNoKazaTenb MI1ageH4YeCKON CMEPTHOCTU.

HAononHutenbHbIe NOKa3aTen UCCIeJOBaHUSA:
® [oKasaTenn MNafeH4YeCKOM CMEPTHOCTU OT OTAESbHbIX
NMPUYNH;
® [oKa3aTeflb YaCTOTbl HEJOHOLIEHHOCTH;
® oka3aTtefb 3a60/1eBaeMOCTU HOBOPOXAEHHbIX;
e oKasaTenb 3ab0neBaemMoCTV [eTer nepBoro roga
KUBHMY;
® oka3aTenun 3ab601eBaeMoCTH AeTen NepBOro roga Kus-
HUW OT OTAENbHbIX MPUYKH;
® [oKa3aTeNb IeTalbHOCTU AETEN, POAUBLLMXCS 6ONbHbIMU
1 3a60neBLUMX, Ha MEPBOM rOAY KU3HW;
® [oKa3aTenu JIeTalbHOCTU AeTen MO KOHKPETHOMY 3abo-
NleBaHuI0.
lMpoBenn pacyeT MHTerpanbHOro KoadduumeHta Bcee-
MWPHOW OpraHu3auun 3gpaBooxpaHeHus (BO3) — Koad-
duuMeHTa COOTHOWEHMS MO3AHEN M PaHHEW CMEPTHOCTU
M3HECnocobHbIX AeTeN — B Ka4yecTBe COBPEMEHHOIO METO-
3@ OUEHKM IPODEKTUBHOCTM [OEATENbHOCTU CAYXObl OXpa-
Hbl MaTepuHCcTBa M feTcTBa B YeyeHcKowm Pecnybnuke
n Poccunckon depepauum.

MeTtoabl n3MmepeHUs Lie1eBbiX NoKa3aTenen

MoKkazaTenb MNajeH4YecKoW CMEpPTHOCTM M MoKasaTenu
MNaAEHYECKON CMEPTHOCTU OT OTAENbHbIX MPUYMH PaACCHK-
TbiBanu Ha 1000 geTten, poanBLINXCS KUBbLIMM.

lNokasaTenb 4acToTbl HEAOHOWEHHOCTM — Ha 1000 ge-
TEeN, POAMBLUUXCS KUBbLIMU.

lNMokasaTenb 3a60n1eBaeMOCTV HOBOPOXKAEHHbIX —
Ha 1000 peTewn, poOAUBLLUXCS UBbIMM.

MNoKazaTenb 3a60/1eBaeMOCTN AETEN NEPBOro rofa Kus-
HW W NOKa3aTeNn 3a60/1IeBaEMOCTHU AETEN MEPBOro roAa *Hus-
HUW OTAeNbHbIMU 3aboneBaHnamm — Ha 1000 geTen nepBoro
roja *Mn3Hu.

MNoKkasaTenb netanbHOCTU AETEN U NoKas3aTenu NieTanbHo-
CTW AeTen No KOHKpeTHoMy 3aboneBaHnto — Ha 100 geten,
poaMBLUMXCH GONbHBIMU U 3a60NEBLUMX AAHHbIM KOHKPET-
HbiM 3a60N1€BaHMEM.

Cratuctuyeckue npouepypbi

MpmHYMN pac4yeTa pa3mepa BbIGOPKHU

MpuMeHancsa cnaoWHOM METOA UCCIeA0BaHUS, NPU KOTO-
POM M3y4HanCb BCE €JUHULLbI HabnoaeHus.

CraTMcTHYeCKUI aHaIN3 faHHbIX

CospgaHure 6a3bl AaHHbIX MPOBOAWMIOCH C MUCMOb30BaAHUEM
nporpammbl Microsoft Office Excel 2016. CtatucTuyeckas o6pa-
60TKa pe3ynbTaToB WM aHann3 [JaHHbIX NPOBeAeHbl C UCMOoSb-
3oBaHuem Statistica 10.0, ¢upma-npomssoautens StatSoft
Inc., USA, a Takke B nporpamme Microsoft Office Excel 2016.
YpoBeHb 3Ha4YMMOCTU Bbln YCTaHOBEH KaK p < 0,05.

MpumMeHancs oaHOBbIGOPOYHbIN t-KpuTepui CTblogeHTa
¢ 0o6wensBecTHbIMKM cpegHMmu. Ucnonb3oBanu cpegHee
3Ha4veHure no YeyeHcKon Pecnybnivke n obuiee 3HavyeHme no
Poccun. OueHKa CcBSI3W Mexay noKasaTensimMmu npoBoguiach
C MCMNOJ/Ib30BAHWEM HEMapaMeTPUYEeCKOro MeToaa PaHroBom
Koppensuun CnnpmeHa.

Bbluncnsanca KoappuuMeHT getepmuHaumn (R2). Koad-
dUUMeHT pgeTepMuHaumMM (R2) ons NWHMKM TpeHaa pac-
CUYMUTbIBA/ICH HEMOCPEACTBEHHO B rpaduKe, MOCTPOEHHOM
Ha nucte Excel.

KoadpodnumeHt 3ddEKTUBHOCTU [OEATENbHOCTU CAYXObI
OXpaHbl MaTEPUHCTBA M AETCTBa paccyuTbiBancsa no Gopmyne:

K=T/P,

rae: N — cMepTHOCTb AeTeN B BO3pacTe OT 28-r0 AHSA KU3HHK
0o 1 roga *u3Hu; P — MepTBOpPOXKAaeMOCTb U CMEPTHOCTb
neten B Bo3pacte 0—27 AHEW KUSHM.

MeganKo-coumanbHylo 3bDEKTUBHOCTb AEATENbHOCTH
CNy6bl OXpaHbl MAaTEPUHCTBA M 1eTCTBA OLeHUBANM cornac-
HO WKane oueHkn no BO3: 1,0 n 6onee — 04eHb HU3KaS;
0,5-1,0 — HusKasg; 0,4-0,5 — cpeaHas; 0,3-0,4 — BbIcO-
Kas n meHee 0,3 — o4eHb BbicoKas [8].

JTHyecKas aKcnepTUsa

lNpoBeaeHne uccnegoBaHns oao6pPeHO pelleHneM Jo-
KaNbHOro aTU4ecKoro Komuteta npu CaHKT-leTepbyprckom
rocyfjapCTBEHHOM NeauMaTpUYEeCcKOM MEAMLMHCKOM YHUBEpP-
cutete (npotokona N222/01 ot 10.01.2023).

PE3YJIbTATbI

dopmupoBaHue BbiIGOPKK UCCNIeAOBaHUS

dopmMrpoBaHMe BbIGOPKM HE OCYLLECTBAANOCH B CBA3K
C NPUMEHEHMNEM CMJIOLWHOro MEeToAa UCCNEA0BaHMUS.

XapaKTepucTUKU BbIGOPKM (rpynmn) uccnepoBaHus
Bbi6opKka He popmupoBanacb B CBA3N C MPUMEHEHUEM
CM/IOWHOro MeToAa MccnefoBaHus.

OCHOBHbIe pe3ynbTaTbl UCCNIE40BaHUSA

CpaBHUTENbHAsA OLEHKa MIaJeHYeCKOn CMEPTHOCTHU
B YeyeHcKon Pecnybnvke cO cpeaHEepOCCUMCKUMKU MOKa-
3aTenaMu BbiiBMAa (puc. 1), 4To B Te4eHWe BCero nepuoja
HabloAEeHMS NOKa3aTenn 4OCTOBEPHO NPEBbIWan cpegHe-
poccurcKkune 3HaveHns (p < 0,001). B gokosmnaHom 2019 .
HabnAanocb HaMMeHblee 3HaYeHe noKasaTtens MnageH-
YecKoM cMepTHOCTU (Ao 1 roga), Korga BrnepBble ee 3Hauve-
Hue B pecnyb/inKe CHU3WI0Ch A0 YPOoBHSA 5,6 Ha 1000 geten,
poauBLluMXcs ¥uBbiMU. OgHaKo, HavymHasa ¢ 2020 r., npocne-
YUBancs pocT NokasaTtenen ao 6,7%o B 2021 r. ¢ nocneayto-
MM CHUXKEeHMeM B nocTKoBMaHOM 2022 I. A0 YPOBHS 6,1 %eo.
OueHvBasi OecATUNETHUM TpeHd M3MEHEHWs noKasaTenen
MafeHYeCKOM CMEPTHOCTM YCTAHOBNEHO, YTO KaK B LIe/IoM
no cTpaHe, Tak M B YeyHe npocnexkmBaeTcs yCTon4MBoe
CHUXXEHWEe NnoKas3aTesnen, YTO MOATBEPKAAETCS BbICOKUMMU
3HaYeHUAMN KOIDPULIMEHTOB AeTepMuHaumm (R2 = 0,99
1 R2= 0,97 COOTBETCTBEHHO).

AHanuna 5-neTHero TpeHaa No3BOAUA YCTAaHOBUTL (pUC. 2),
410 B Poccuitickon PenepaLivm NoaHOCTbIO COXPaHAETCS BbISIB-
fIleHHas TeHAeHLMs yMeHblueHus rnoxasatenen (R2 = 0,90),
B TO BpeMS Kak B HeuyeHcKon PecnybnunKke gaHHasa TeHAeHUMs
y)e He npocnexusaerca (R2 = 0,17) u Habnogatotes asa
NMUKOBLIX Nepuoga. B cBSA3K ¢ 3TUM B KOHTEKCTE BAMAHMUSA Ha
MaAEHYECKYI0O CMEPTHOCTb OblIN M3YyYeHbl OTAE/bHbIE NMOKa-
3aTenun 340poBba AeTen 3a nocnegHue 5 ner.

OueHKa nokaszaTtenenm MaageH4eCKOM CMEpPTHOCTU OT
OTAENbHbIX MPUYKUH BbiiBMNA (Tabn. 1), 4To B YeyeHcKon
Pecnybnnke B M3y4yaembli nepuon CMEpPTHOCTb OT OTAESb-
HbIX COCTOSIHWMI, BO3HUKAIOWMX B NepuHaTanbHOM nepuoge
(M), HeKoTopbIX MHPEKUMOHHbIX M Napa3uvTapHbix 60nes-
HeW, 60Ne3Hen opraHoB [AblxaHWs W 60fe3Hen opraHoB
nuweBapeHus, a Takxke or COVID-19 cyuiecTBEHHO NpeBbI-
Wwana cpegHue no Poccum 3HavyeHns. ToNbKO CMEPTHOCTb OT
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Puc. 1. JuHaMrKa MnageH4YecKon cmepTHOCTM B Poccuitickon ®eaepaumnn n HeveHckon Pecnybnuke B 2013-2022 rr. (Ha 1000 aetei,

POAMBLLMXCS HMUBLIMU)

Fig. 1. Dynamics of infant mortality in Russian Federation and the Chechen Republic in 2013-2022 (per 1000 live births)
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Puc. 2. JuHaMrKa MnaaeH4YecKon cmMepTHOCTU B Poccuitickoin deaepauun n HeveHckoi Pecny6nvke B 2018-2022 rT., %o
Fig. 2. Dynamics of infant mortality in Russian Federation and the Chechen Republic in 2018-2022, %o
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BPOX/AEHHbIX aHOMaNnn (MOPOKOB pPa3BuTKA), AedopmaLni
M XPOMOCOMHbIX HapyuweHun (BIMP) n TpaBMm, oTpaBieHuw
M HEKOTOPbLIX APYrMX NMOCNEACTBUIA BHELUHUX MPUYUH (BHELL-
HWE NPUYKHDBI) Gblia HUXKe. Hanbonee BbiparKeHHbIe OTINYUSA
NPOCNEXMBANUCh NMPU CPABHUTENIbHOM OLIEHKE CleayloLmnx
nokaszatenewn (p < 0,05): cMepTHOCTb OT OTAENbHbIX COCTOS-
HWI, BO3HMKatoLwmx B I, cmepTHOCTb OT BINP 1 cmepTHOCTL
OT BHEWHUX NPUYMH. OfHAKO, HECMOTPS Ha 3HAYUTENbHYIO

2020 2021 2022

[ YeueHckas PecnyGnvika

NonvHomMuaneHas (YeyeHckast Pecny6nvka)

pa3HuLy B 3HaYyeHusiX, B pecnybfvMKe MpociexuBanacb
elMHas CO CPEefHEPOCCUMMCKUMMU 3HAYEHWUAMM TeHAEHLMS
CHUXXEHWSA N3y4yaeMblX NoKasaTtenen.

OueHKa 4YacToTbl HELOHOLIEeHHOCTM BbiBMAA (puc. 3),
41O B YeuyeHcKon Pecnybiunke nokasaTtenu B cpegHem Obinn
B 1,5 pa3a Huxe, 4yeM B Poccuiickon Peagepaumm (p < 0,001).
Hanbonbluee 3HavyeHne nokasatena B pecnybnvke Habnoaa-
nocb B 2021 1. (42,8 HepoHOLWEHHbIX Ha 1000 poamBLIMXCS



Ta6nuua 1. MnageH4yeckas CMEPTHOCTb OT OTAENbHbIX NPUYKMH B Poccuiickoin deaepauun B LiesoM U B YedeHcKoi Pecnybnnke B nepuoa

2018-2022 rr. (Ha 1000 geTen, poaMBLUMXCS KUBbIMMK)

Table 1. Infant mortality from certain conditions in Russian Federation and the Chechen Republic in 2018-2022 (per 1000 live births)

Knacc TeppuTo- CLEECETE
Sonoanoit "an'l‘:iaﬂ = 2018 2019 2020 2021 2022 mexay 2018

p 2022 rr., % (p)

PO 2,56 2,54 2,37 2,35 2,19 -14,4 (0,95)
OTaenbHble
COCTOSIHMS, yp 3,37 2,95 3,75 3,76 2,49 -26,2(0,91)
S OIS cpasmenme, 1240 1141 136,8 137,4 112,0 ]

% (p) (0,02) (0,20) (< 0,001) (<0,001) (0,02)

PO 1,15 1,05 0,96 0,97 0,95 -16,9 (0,865)
8P yp 1,24 0,87 0,70 0,89 0,88 -28,6(0,97)

CpaBHeHue, 171 1 16,7 1 27,0 | 8,6 17,6 _

% (p) (0,67) (0,30) (0,09) (0,65) (0,68)

PP 0,24 0,23 0,19 0,25 0,24 -
bonesiu yp 0,63 017 0,23 0,27 0,44 -30,5(0,98)
opraHos
[IbIXaHUs CpaBHeHue, 162,3 1 27,8 118,4 110,1 145,0 _

% (p) (0,01) (0,44) (0,65) (0,65) (0,09)

PO 0,23 0,19 0,16 0,18 0,21 -9,2(0,98)
HekoTopble
WHbEKUMOoHHble | YP 0,30 0,23 0,23 0,27 0,41 -26,6 (0,89)
g;naepsiswmapwe CpasHeue, 1247 117,4 1315 135,4 149,8 _

% (p) (0,49) (0,45) (0,43) (0,35) (< 0,001)

PO 0,33 0,28 0,25 0,28 0,26 -20,7 (0,95)
BHewHHe yp 0,03 0,07 0,03 0,31 0,25 -86,7 (0,93)
MIPVHMHS! CpasHeHHe, 190,0 1 75,9 186,5 1 10,3 14,8 )

% (p) (< 0,001) (<0,001) (< 0,001) (0,78) (< 0,001)

PP 0,03 0,03 0,03 0,03 0,02 -20,5 (0,99)
boneshm yp 0,07 0,10 0,10 - 0,03 ~52,9(0,87)
opraHoBs
nuLLeBapeHns CpaBHeHMe, 1 55,2 1725 1730 - 1245 B

% (p) (0,42) (0,24) (0,24) - (< 0,001)

Pd _ - - 0,05 0,05 -
COVID-19 4P - - - 0,07 0,06 _

CpaBHeHue, _ B _ 1 48,7 126,0 _

% (p) (< 0,001) (< 0,001)

Mpumevanune. E, — eannnua; PO — Poccuiickaa Peaepaums; YP — YeuveHckas Pecny6nvka; MM — nepuHatanbHbid nepuog; BMP — Bpox-

AEHHbIE NMOPOKK Pa3BUTUA.

Note. RF (P®) — Russian Federation; CR (4P) — Chechen Republic; PP (M) — perinatal period; CD (BINP) — congenital defect.

MBbIMW), @ HaMMEHblUME 3Ha4YeHUs G6bliM B AOKOBUAHOM
2018 r. n noctkoBugHom 2022 r. (38,3 n 39,2 HegoHo-
WweHHbIX Ha 1000 poaMBLUMXCS XMBbIMW COOTBETCTBEHHO).
AHanM3 AMHAMMKKM 4acTOTbl HEAOHOLWEHHOCTM NO3BOAWA YCTa-
HOBWTb, YTO B YeuyeHcKkon Pecnybnunke, Kak 1 B PoccuincKon
deaepaumm B LENOM, NOKasaTenu MMeNu 3Ha4vyuTeNbHYo
BapunabenbHocTb. OgHaKo B Poccum 6bi TPEHI K CHUMKEHMIO
(=7,7%; R2=0,76), a B Ye4yeHcKon Pecnybnnke — K He3Ha-
YyuTeNbHOMY yBenunyeHmio (+2,2%; R2 = 0,89). OueHKa Benu-
YWHbI U HaNpaBeHWs KOPPENSALUMOHHON CBA3K BbIiBMAA, YTO
MeXay MnoKasaTeNnsaMu HEeLOHOWEHHOCTU W MiajeHYeCcKon
cmepTHOCTM B Poccuiickon denepalmm ecTb npsamMas cuibHas
Koppensiums (r,, = 0,89; p < 0,01). To ecTb pocT NoKa3zaTenen
4acTOTbl HEJOHOLIEHHOCTH COMPOBOXAAETCA MOBbILEHWEM
nokasarenen MnageH4eckon cMepTHOCTU. Ho ansa HeveHcKon
Pecny6ivKkn Takas 3aBMCUMMOCTb MEPEMEHHbIX HEXapaKTepHa
(ry,=0,25;p>0,1).

CpaBHUTENbHAs OLEHKa YpOBHA 3aboneBaemMocTu
HOBOPOXAEHHbIX B 2018-2022 rr. nokazana (puc. 4),
4yTO0 3a601€BaeMoCTb AeTeEW AaHHOW BO3PaCTHOM rpynnbl

B YeuyeHcKon Pecnybnuke B cpegHem B 1,7 pa3a HUKe,
yem B Poccum (p < 0,001). AHann3 AMHAMMUKKN U3yYaeMbIX
rnoKasaTenen Mno3BONWA YCTAaHOBUTb, YTO B YeuyHe, Kak
n B Poccun B LEeNOM, NpocfexunBanacb eanHas TeHAEeH-
LUMS K UX CHUMXKeHMo. OgHaKo cpeaHepOCCUNCKUN YPOBEHDb
3a601eBaeMOCTU HOBOPOXKAEHHbIX 3a 5 NEeT CHU3WUCS Ha
6,8%, a B YeuveHckon Pecnybnnke — Tonbko Ha 0,6%,
M KoJiebaHusa noKasaTenemn 6biM MeHee 3Ha4YUTEbHbIMU.
AHanun3 Koppensuum mexay nokasatensamu 3aboneBae-
MOCTM HOBOPOX/AEHHbIX M MOKalaTensiMu maageHYeCcKon
CMEpPTHOCTW BbIIBUI, 4TO Kak B Poccuickon depepauum
B LeNoM, Tak n B YeyeHckon Pecnybnunke ectb npsamas
ymepeHHas ¢Bs3b (r,, = 0,68 1 r, = 0,53 COOTBETCTBEHHO;
p > 0,05). Takum obpa3om, NokasaTenn 3aboneBaeMocTm
HOBOPOXKAEHHbIX MOTYT OKa3blBaTb BANSHWE Ha NoKa3aTe-
I MNaeH4YEeCKON CMEPTHOCTH. BMmecTe ¢ TemM 3TO BAUSIHME
He SBNAETCS BblpaXeHHbIM.

OueHKa 3a60neBaeMoOCTM OeTen MepBOro roga us-
HM B YeyHe MoKa3ana, YTO B CpaBHeHMM ¢ PoccuircKom
denepaunent (puc. 5) 3a6oneBaemMocTb AeTen pecnybimku

~
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Puc. 3. YactoTta HepoHoleHHOCTH B Poccuitckon ®eaepaumnn n YeueHckor Pecny6nunke B 2018-2022 rr. (Ha 1000 aetem, poaUBLLMXCS KUBbIMM)
Fig. 3. Prematurity incidence in Russian Federation and the Chechen Republic in 2018-2022 (per 1000 live births)
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Puc. 4. 3a6oneBaeMoCTb HOBOPOXAEHHbIX B Poccuitickon deaepaunn n HeveHckon Pecny6nuke B 2018-2022 rr. (Ha 1000 peten,

POAMBLIMXCS KMUBbIMU)

Fig. 4. Newborns morbidity in Russian Federation and the Chechen Republic in 2018-2022 (per 1000 live births)
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3a nocneaHue 5 net 6bina B cpeaHem B 4,0 pasa HuXKe
(p < 0,001). Kak B cTpaHe B LenoMm, Tak U B YeyeHcKoMn
Pecnybnunke Habnogancs eqnuHbIN YCTOMYUBBIN TPEHA CHUXKE-
HUS 3a601eBaeMOCTU AeTen NepBoro roga XusHun Ha 45,0%
(R2=10,96) 1 40,2% (R? = 0,94) cooTBeTCTBEHHO (p < 0,001).
[MpoBeaeHHas OLEeHKa BEIMYUHBI M HanpaBaeHUs Koppens-
LIMOHHOM CBSI3X BbISIBWU/A, YTO MEXAy Nokasartenamu 3abo-
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NleBaemMoCTM JeTei MepBOro roga »W3HW W MNokasaTens-
MW MNlafileH4YecKon cMepTHOCTU B Poccuiickon Pepepaunmn
M B YedHe ecTb npsiMasl cuibHas Koppensuus (r,, = 0,89
nry, = 0,79 cootBeTCTBEHHO; P < 0,05). To ecTb pocT/CcHH-
EeHWe noKasatenen 3aboneBaeMoCTH AeTen NepBoro roga
JKMU3HW COMPOBOXKAAETCSH MNOBbLIWEHNEM/CHUXEHNEM MOKa-
3aTenen CMepTHOCTU aeTew Ao roga.



Puc. 5. [lvHamnKka 3a601eBaeMoCTH AeTein NepBoro roaa *usHu B Poccuiickon deaepaumm n HedeHckon Pecnybnmke B 2018—-2022 rr.

(Ha 1000 pgeTcKoro HaceneHus Ao roaa)

Fig. 5. Dynamics of infants morbidity in Russian Federation and the Chechen Republic in 2018-2022 (per 1000 children under the age

of 1 year)
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[poBeaeHHbIN aHann3 3a601eBaeMOCTU JeTen, ymepLInx
[0 roga, No Knaccam 3aboneBaHui (Tabn. 2), aBASIOLWLMXCS
Hanbonee pacnpocTpaHeHHbIMU NPUYUHaMK MNaaeHYeCKoN
CMepPTHOCTH, BbIIBU/, YTO BCe MNoKasaTenu B YedvyeHcKomn
Pecny6nuke B 2018-2022 rr. 6blIM 3HAYUTENBHO HUXKE
CpeaHepPOCCUMCKMX 3HaveHun (p < 0,01). Mpu atom, ecnu
B Poccun oTpuuaTenbHas AMHaMUKa nokasartenen 3a 5 net
npocnexusBanacb No BCEM WM3y4aeMbiM KhnaccaM 3abone-
BaHui, Kpome BIP (pocT Ha 9,8%; p < 0,001), To B YeyHe
UCKJTIOYEHWE COCTaBUIN BHELLHWE NPUYKHBI (POCT B 4,2 pasa;
p = 0,45). Mpnyem B Poccumn CTaTUCTUHECKU 3HAYMMan pas-
HUUa mexay nokasatensamu 2018 n 2021 rr. 6bl1a No BCEM
6e3 ncKnYeHnsa nokazatenam (p < 0,001), a B HeveHcKoM
Pecny6nMke — TONbKO B 3a60neBaeMOCTU HEKOTOPbIMU
WHOEKLMOHHBIMW U Mapa3uTtapHbiMKU 60IE3HAMMU U OTAENb-
HbIMU COCTOSTHUAMM, BO3HUKatowmmm B MMM (p < 0,05).

YauTblBas CNOMMBLUYIO CUTyauMio, OblIM paccyUTaHbl
rnoKasaTenu NeTanbHOCTU JeTel NePBOro rofa *KM3HW, POanB-
lmnxcst 60MbHBIMK U 3a6oneBlunx, B Poccuinckon denepauin
n B YeuveHckon Pecnybnuke (puc. 6, Tabn. 3). YcTaHOBNEHO,
4YTO 0OWMKN MOKaslaTeNb feTanbHOCTU B YeyHe B uM3y4yae-
MbIt nepuos 6bin B cpeaHeM B 5,4 pasa Bblle CpeaHux
3HayeHu no cTpaHe. AHanu3 5-neTHero TpeHaa netanb-
HOCTW AeTen NO3BOINA YCTAHOBUTL, YTO, HECMOTPS Ha CTONb
CYLLECTBEHHYIO pa3HuLy Mexay nokasatensmu B Poccuum
W B pecnybnvke, y HuUX Habnlogaetca CXoAHas TeHAeEeH-
UM pocta nokasatenein — B 36,8% (R2 = 0,82) u 8,2%
(R2=0,88) cOOTBETCTBEHHO. B CBA3M C 3TUM GbINM U3YHEHbI
nokasaTenu fieTanbHOCTM OT Haubosiee pacnpoCcTPaHEHHbIX
NPUYUH MIaAEeHYECKON CMEPTHOCTH.

YctaHoBneHo, 4To B YedyeHckon Pecnybnvke Haunbo-
flee BbICOKWI YPOBEHb NeTanbHOCTU POAMBLUMXCA GOMbHbI-
MW 1 3aboneBlnX AeTen Gbin cpeau AeTen, ymepluux oT
OTAENbHbIX COCTOSAHMM, BO3HMKatowmx B [, BIMNP, BHew-
HUX MPUYUH U HEKOTOPbLIX MHOEKLIMOHHbBIX U MapasuTapHbIX
6onesHen. Mpu 3TOM NeTanbHOCTL AETEN OT BHELWHMX Npu-

2020 2021 2022

[ Yeyenckasn Pecnybnvka

MNonnHomMunanbHas (HYeyeHckas Pecny6nuvka)

4YunH 1 COVID-19 B 2021 r. B pernoHe o6orHana nokasartenu
NeTanbHOCTU OT OTAESbHbBIX COCTOSHUI, BO3HUMKatowmx B M1,
n BINP B ykazaHHOM rogy. JleTanbHOCTb AeTen 6bina 3Haum-
TENbHO Bhbllle CPeHUX NO CTPaHe 3Ha4YeHU No BCEM U3y4ae-
MbIM KnaccaMm 6one3Hel. OueHKa AMHAMWKM MOKaslaTe-
el neTanbHOCTM OT Haubonee pPacnpoCTPaHEHHbIX NPUYUH
CMepPTHOCTU AieTen Ha NepPBOM rofy nokasana, 4To B pecrnyo6-
JIMKe NneTanbHOCTb AETEN OT OTAENbHbIX COCTOSHWMA, BO3HM-
Katowmx B MM, 3a 5 net Bbipocna Ha 56,2%, OT HEKOTOPbIX
MHOEKLMOHHbIX M napasuTapHbix 6one3Her — Ha 55,1%,
OT BHELHUX NPUYUH — Ha 44,8% 1 OoT 60ne3HeN opraHoB
nuuieBapeHna — Ha 38,5%. B 310 e Bpems B pecnybnunke
CHU3MNach netanbHOCTb AeTen ot BIP (-27,1%) 1 He3Hauu-
TeNlbHO — OT 60s1e3HeN opraHoB AblxaHus (—5,6%).

B uenom B YeyeHcKow Pecny6nuke B 2018-2022 rr.
AVWHaMUWKa noKasaTenew NeTanbHOCTU AeTel OT OTAESbHbIX
NPUYUH UMeNa CXOfHble Y4epTbl C AMHAMUKOM NleTalbHOCTU
Nno 3TUM e Knaccam 6one3Hen B Poccuickon deaepauuu,
3a WUCKIIOYEHUEM WM3MEHEHUS MNOoKasaTeNen neTalbHOCTH
OT BHELUHMX MPUYMH, NO KOoTopbiM B Poccun Habnoganochb
CHUXeHue Ha 14,0%.

[AononHuTtenbHblie pe3ynbTaTbl UCCNIEA0BAHUA

MpoBefeHHas OLEHKa MNOCTHEOHaTalbHOM CMEpPTHO-
CTU noKasana, 4to B Ye4yeHckon Pecnybnunke B nocnegHue
5 net oHa 6bina Bblwe (Tabn. 4), yem B Poccuu, B cpel-
HeM Ha 24,8%. MakcvmanbHas pasHuua ¢ Nokasartens-
MW MOCTHEOHaTaNbHOM CMEPTHOCTM B CTpaHe Habntoganach
B pecnybnuke B 2019 n 2022 rr. (Ha 26,6 v 41,7% cooT-
BETCTBEHHO). AHanM3 A0/M NOCTHEOHATalbHOM CMEPTHOCTU
B CTPYKType MiafeH4eCcKOM CMepPTHOCTU MoKasas, YTo B Te
e rofibl B YeyeHcKon Pecny6nvke oHa Gblla caMoi BbICOKOM
(54,3 1 60,2%) 1 nNpeBblllana cpeaHEPOCCUNCKUE 3HAYEHHUS
(Ha 16,2 1 19,2%).

OueHKa Ko3dbdMUMEHTOB IPGDEKTUBHOCTU  CAYHKObI
oXpaHbl MaTepuHcTBa M AeTcTBa B YeyeHckow Pecnybnuke
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Ta6nuua 2. 3a60n1eBaeMoCTb AeTe, yMepLIMX A0 roaa, Knaccamu 60ne3Hen, No KOTopbIM Gblfla Hanbonee BbICOKas CMEPTHOCTb feTel B Poccumn
1 YeueHckom Pecny6nuke B 2018—-2022 rr. (Ha 1000 aeTei nepBoro roga Xu3Hu)
Table 2. Morbidity of children died under the age of 1 year by disease classes with the highest mortality rate among children in Russian

Federation and the Chechen Republic 2018-2022 (per 1000 infants)

Knacc TeppuTo- CREETLTE
Soncanci "an'l‘:ia“ = 2018 2019 2020 2021 2022 mexay 2018
P 12022 rr., % (p)
) 60,63 52,00 51,99 42,76 46,73 ~22,9(<0,001)
HekoTtopble
WHOEKLMOHHbIE 4yp 37,43 33,84 31,28 25,75 22,99 -38,6 (0,04)
2 O”naep;swmap”b'e CpaBHetme, 1 38,3 | 34,9 1398 | 39,8 150,8 B
% (p) (<0,001) (0,001) (0,001) (0,002) (<0,001)
PO 1282,34 1148,41 124851 1023,72 1118,44 -12,8 (< 0,001)
Boneshm yp 358,01 319,09 306,01 328,47 25291 -29,3(0,97)
opraHos
AbIXaHus CpaBHeHue, 1721 1 72,2 | 75,5 | 67,9 1 77,4 _
% (p) (< 0,001) (<0,001) (<0,001) (<0,001) (<0,001)
) 147,48 125,16 153,26 111,89 111,60 -24,3(<0,001)
Boneau yp 81,05 69,57 48,30 21,92 23,43 ~71,1(0,98)
opraHoB
nuueBapeHuns CpaBHeHue, | 45,04 | 44,42 | 68,48 | 80,41 } 79,01 _
% (p) (< 0,001) (<0,001) (<0,001) (<0,001) (<0,001)
Pd 256,58 244,19 299,20 226,29 217,11 ~15,4 (< 0,001)
OtaenbHble
cocTosHus, yp 70,13 57,36 40,86 64,33 22,64 ~67,7 (0,001)
zoﬁﬁm‘aw“e CpasHee, 1 72,7 1765 186,3 1716 189,6 B
% (p) (<0,001) (<0,001) (<0,001) (<0,001) (<0,001)
PO 88,11 90,07 109,90 91,10 97,68 +9,8 (< 0,001)
8P yp 19,70 17,98 16,06 23,36 19,30 ~2,0(0,96)
CpaBHeHue, 1 77,6 1 80,0 1 85,4 1 74,4 1 80,2 _
% (p) (< 0,001) (<0,001) (<0,001) (<0,001) (<0,001)
) 25,92 2415 32,91 22,82 23,85 -8,0(0,001)
BHewHve yp 1,57 0,84 0,47 1,64 6,52 +75,9 (0,45)
rpvamre! CpasHerive, 193,9 1 96,5 1986 1928 1 72,7 )
% (p) (< 0,001) (0,001) (<0,001) (0,001) (0,002)
PO - - 12,36 36,94 74,71 -
COVIDA9 yp - - 0,57 1,81 5,38 -
CpaBHeHue, B B 1 95,1 192,8 B
% (p) 1954(062) | 5001 (<0,001)

lMpumevanune. E[, — eannunua; PO — Poccuiickan Pegepaums; YP — YeuveHckas Pecnybnuka; MM — nepuHatanbHbIi nepuog; BMP — Bpox-

AEHHble NOPOKK Pas3BUTUA.

Note. RF (P®) — Russian Federation; CR (4P) — Chechen Republic; PP (N1) — perinatal period; CD (BMNP) — congenital defect.

B 2018-2022 rr. noKasana, 4To B CpaBHEHUU CO CPeaHEpPOC-
CUMCKUMU KO3DODMLIMEHTAMM OHU EXXErOAHO MPEBbILLIANU UX Mo
BennYyuHe (puc. 7). Ecnm B Poccun BapnabenbHOCTb NoKasare-
new coctasuna 0,22-0,28 (mMeHblwe 0,3) U cooTBETCTBOBanNa
0YeHb BbICOKOMY YPOBHIO OpraHu3auunu ciyxobl, TO B pecnyb-
JINKE TaKoM ypoBeHb 6blnl AOCTUTHYT ToNbKO B 2020 r. (0,29).

YctaHoBneHO, 4To B 2018 1 2022 . 3Ha4YeHua Koad-
(GUUMEHTOB COOTBETCTBOBAIM HU3KOMY YPOBHIO 3ddeK-
TMBHOCTU. CpeaHee 3HayeHWe nokasatensd 3a 5-NeTHun
BpeMeHHOM uHTepBan coctaBuno 0,44, 4TO COOTBETCTBYET
cpefHeMy YpPOBHIO 3G(EKTUBHOCTU CNYXObl OXpaHbl MaTe-
puHcTBa u getctea B 2018-2022 rT.

OBCYXAEHMUE

Pe3ome 0CHOBHOIro pe3yibTata ucciegoBaHus

HecmoTpa Ha o6uyto TEHAEHUMIO CHUMKEHUS MIafeH-
4YeCKOM CMepTHOCTH, YeuyeHckass Pecnybnivka npofomKaeT
oCTaBaTbCA PErMOHOM C BbICOKMM YPOBHEM AAHHOMO MoKa-
3atens. B pecnybnunke, Kak B Lenom B POCCMU, OCHOBHbIMM

3a60/1€BAHUSAMM, MOCNYKUBLUMMU NMPUYNUHON MSIaAEHHECKON
CMEpPTHOCTK, ABASAIOTCA OTAENbHbIE COCTOSIHUS, BO3HWKato-
wmx B MM, n BINP, HO nx pacnpocTpaHeHHOCTb B YeyHe 3Ha-
4YUTENbHO HWKe. B To Bpemsa Kak BKnag 601e3Hen opraHoB
OblXaHUA W HEKOTOPbIX MHPEKUMOHHbIX M Napas3uTapHbIX
60ne3Hen B BENWYMHY MOKasaTens MaageH4YecKon cmepT-
HOCTHM Oblf1 CYLLLECTBEHHO BbILLE.

YacTtoTa He[OHOWeEeHHOCTU B YeyeHcKown Pecnybnuke
B 1,5 pa3a HWKe cpeaHUx NnoKasaTesnen no cTpaHe u umeet
TeHAEHUMIO K yBenuyeHuto. Koppenauumsa mexay noxkasare-
NIIMW HEAOHOLLEHHOCTU U MTafeHYEeCKOM CMEPTHOCTHU B pec-
ny6avKe, B 0TiMyne ot Poccuu, He ycTaHOBEHA.

HecmoTps Ha T0, 4TO 3a60/1€BAEMOCTb HOBOPOMKAEHHbIX
B YeueHckon Pecnybnuke B cpegHem B 1,7 pasa HUXe, 4eMm
B Poccuun, ee ypoBeHb B pernoHe 3a 5 NeT CHU3UACA He3Hauu-
TenbHO. B TO e Bpemsa 3aboneBaemMoCTb AETEN NEPBOro roaa
¥M3HU B HYeyHe, KoTopas B cpeaHem 6bina B 4,0 pasa Huxe
CPeaHEPOCCUNCKNUX 3HAYeHUN, nmena YCTOMYMBBIM TPEHA
K CHWXeHW. AHanu3 3aboneBaemMOoCTU [eTen, yMepLInx



Puc. 6. [lnvHaMnKa netanbHOCTM AeTer NepBoro roaa Xu3Hu B Poccuiickon ®enepaumm n HeveHckon Pecnybnuke B 2018-2022 rr.

(Ha 100 3a6oneBlUNX AeTen NepBOro roaa }K13Hu)

Fig. 6. Infants mortality dynamics in Russian Federation and the Chechen Republic in 2018-2022 (per 100 sick infants)
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[10 roga, no Knaccam 3aboneBaHUi, ABASIOLLNXCA Hanbonee
pacnpocTpaHeHHbIMWU NPUYMHAMK MAAAEHYECKON CMEPTHO-
CTH, BbISIBMJ1, 4TO BCe NoKa3aTenu B YeyeHcKon Pecnybnnke
OblIM 3HAYUTENbHO HUXKE CPEeAHEePOCCUNCKUX 3HaYEeHUN.
Mpu atom, ecnn B Poccum 3a 5 neT AMHaAMWKa CHUXKe-
HUSA MOKasaTenewn npocnexuBanacb MO BCEM M3y4aeMbiM
Knaccam 3aboneBaHui, kKpome BIIP, To B Ye4yHe uCKIO-
YeHWe COCTaBM/IM BHELIHWUE TMPUYMHBI, KOTOPbIE BbIPOCIM
B 4,2 pa3a. 3aboneBaeMoCTb AeTer NepBOro roga XU3Hu
MMEET NPSAMYIO CUNIbHYIO CBA3b C MOKa3aTensiMu MaageH-
YECKOM CMEPTHOCTU, U CHUXKEHMEe MoKa3aTensd CMEpPTHOCTH
[JeTer Ha NepBOM oAy *W3HM BO MHOMOM 3aBWCUT OT CHM-
EeHUs nx 3aboneBaemMocCTH.

B YeueHcKon Pecnybnuke obwuin nokasaTtenb Nnetasib-
HOCTW feTen, poauBLUMXCSH 6ONbHBIMM M 3a00neBLUNX, Obin
B cpefHeM B 5,4 pa3sa Bbllle CPeAHMX 3HAYEeHUI Mo CTpaHe.
Hanbonee BbICOKMI YPOBEHDb NIETaNIbHOCTM GblN Cpeau AeTen,
YMEPLWWX OT OTAE/bHbIX COCTOSIHWMMK, BO3HWMKatowmx B [M1,
BIMP, BHELWHMX NPUYNH M HEKOTOPbIX MHPEKLMOHHbIX U Napa-
3UTapHbIX 60ne3Hen. HecMOoTpsi Ha CTOJib CYLLECTBEHHYIO
pasHuuy Mexay nokasatensmu B Poccum n B pecnybnu-
Ke, HabnogaeTcs CxoAHas TEHAEHUMS pocTa noKasaTenen
neTanbHOCTU 60/bHbIX AETEN.

[onosHMTENbHO NPOBEAEHbI aHaNM3 NoKasaTtenen nocT-
HeoHaTa/lbHOM CMEPTHOCTU M pacyeT KoOapdUUMeHTa, pexo-
MeHaoBaHHOro BO3 ana oueHKkM apdEKTUBHOCTU aesTenb-
HOCTWU CNy)X6bl OXpaHbl MaTepWMHCTBA W AeTCTBa. YPOBEHb
NOCTHEOHaTa/bHOM CMEPTHOCTM B pecnybnunke Obin Ha
24.8% Bbllle CPEAHEPOCCUNCKUX 3HAYEHMI, N JOASA MOCTHEO-
HaTaNbHOM CMEPTHOCTU B CTPYKTYpe MIafeHYeCKon cmepT-
HOCTW B OTA€NbHble roAbl AoCcTUrana 3HavexHumn 54,3 n 60,2%.
KoadduumeHTol aPpdEKTUBHOCTU CNYyKObl OXpPaHbl MaTepPUH-
cTBa U peTctBa B YeyeHckon Pecnybsivke BO BCe U3yya-
eMble rofbl OblIn HUXKE CPELHEPOCCUMCKMX MPU BbICOKOM
BaprabenbHOCTM OT HU3KOro A0 O4YeHb BbiCOKOro. CpeaHee
3Ha4vyeHne KoadpoduumneHtTa aPpOEKTUBHOCTU CNYKObl OXpaHbl
MaTepuHCTBa W [eTcTBa 3a 5-NeTHUM nepuos B peruo-

2020

1,03

2021 2022

[ YeueHckasn PecnyGnvka

MonnHomumanbHas (YeyeHckas Pecnybnvka)

He cocTaBuno 0,44, 4TO COOTBETCTBYET CPeAHEMY YPOBHIO
3bPEKTUBHOCTH, B TO BpeMS Kak B Poccnn adpdeKTMBHOCTb
CNy)06bl OXpaHbl MaTepWMHCTBa M AeTcTBa Bce 5 neT Gbina
0YeHb BbICOKOW.

OrpaHuMuyeHUs uccnegoBaHus

Mpu pacyeTe nokasaTenen 340pPOBbSA LeTen y4uTbiBaIn
[laHHble JeTev NepBOro roja Xu3Hu, a He Bce JeTCKoe Hace-
NneHne.

UHTepnpeTauus pe3ynbtaTtoB UCCe0BaHUSA

lNokasaTenb MnajeHYeCKOW CMEPTHOCTU ABASeTCH
WHOMKaTOPOM KayecTBa OKa3aHWg MEAULIMHCKOW MOMO-
wn getam [3, 15, 16]. Nocne ee CHWXeHWUA B OOKOBUA-
HbI Nepuosa AOCTUXKEHUSA CNYXObl OXpaHbl MaTtepuHCTBa
W fetctBa OblIM BO MHOMOM HUWBENMPOBaHbI BIWAHUEM
naHAeMUU Ha 340poBbe [eTer MNepBOro rofa MW3HH
B 2020-2021 rr., 4YTO NOATBEPKAAETCA POCTOM MOKa3a-
Tenen MiafeHY4eCKOW CMEePTHOCTU B OTAE/IbHbIX CyOb-
eKkTax Poccuiickon depepaummn, K KOTOPbIM OTHOCMUTCS
n YeuveHckasa Pecnybnuka [8, 17]. Tak KaK B JaHHOM peru-
OHe MafleHYecKas CMEePTHOCTb CYLEeCTBEHHO MpeBbIaeT
CPefHUM YPOBEHb MO CTpaHe, TO BO3HWKaeT Heo6Xoau-
MOCTb aHaiM3a ClI0XMUBLUENCS CUTYaLUK.

KaK noKasbiBaeT 3Ha4YUTENbHOE YUCI0 UCCNeJOBaHUN,
HeJOHOLWEHHOCTb, OCOBEHHO MPU POXAEHUU [EeTEN C IKC-
TpeMasibHO HU3KOW U O4eHb HU3KOW MacCcon Tena, OKa3bl-
BaeT CYLLeCTBEHHOE BJIMAHWE Ha MoKasaTtenu 340pOBbS
W BbIXXMBaeMOCTb [eTel NepBOro roja »usHu [18-24].
B YeueHckon Pecny6nuke Hab6noganacb HU3Kasa 4acrtoTa
HEeJOHOLWEHHOCTH, YTO SABAFETCA MOJIOMKMUTENbHBIM MNPOr-
HOCTUMYECKUM GaKTOPOM AN CHUMXXEHWUS MNafeHYeCKon
cMepTHOCTU. OHAKO CBA3b MeXay nokasaTensmMu Hepgo-
HOLWEHHOCTU U MJlaleH4YECKOM CMEPTHOCTU B YeyeHCKon
Pecny6nuKke, B OT/IM4ME OT CTpaHbl B LE/IOM, He BbIABNS-
€TCH, 4YTO CMellaeT aKLUeHT BHUMaHWs B CTOPOHY OLLEHKMU
BAUSHWUS APYTUX MPUYKH.
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Ta6nuua 3. JleTanbHOCTb AeTeN NEPBOro roaa XU3HW OT OTAENbHbIX 3a6oneBaHuit B Poccuiickon Peaepaunm u B HeyeHckorn Pecnybnnke
B 2018-2022 rr. (Ha 100 3a6oneBLUNX feTew)
Table 3. Infants mortality from certain diseases in Russian Federation and the Chechen Republic 2018-2022 (per 100 sick infants)

P® 0,37 0,38 0,28 0,41 0,44 +53,8(0,88)
HekoTopble
MHOEKUMOHHbIE yp 0,80 0,10 0,75 1,06 1,78 +55,1 (0,94)
1 NapasuTapHble
GonesHu CpaBHeHwue, 153,8 1 73,7 162,7 161,3 175,3 _

% (p) (0,562) (=) (0,897) (0,873) (0,892)

P® 0,02 0,02 0,01 0,02 0,02 -
boneshm yp 0,18 0,05 0,08 0,08 0,17 ~5,6(0,99)
opraHoB
AbIXaHunA CpaBHeHue, 1 88,9 1 60,0 187,5 1 75,0 1 88,2 _

% (p) (0,873) (0,976) (0,952) (0,953) (0,897)

P® 0,02 0,02 0,02 0,02 0,02 -
bonestn 4yp 0,08 014 021 - 013 +38,5(-)
opraHoB
nuiiesapexHuns CpaBHeHue, 175,0 1 85,7 1 90,5 B 1 84,6 B

% (p) (0,984) (0,655) (0,952) (=)

P® 1,00 1,05 0,72 1,04 1,01 +1,0(0,98)
OtaenbHble
COCTOSIHUSA, 4ypP 4,81 5,15 9,19 5,85 10,99 +56,2 (0,14)
BO3HMKalolue
B MM CpaBHeHwe, 179,2 179,6 192,2 182,2 190,8 _

% (p) (0,075) (0,0806) (0,002) (0,040) (0,005)

P® 1,30 1,17 0,80 1,07 0,98 -24,6(0,41)
BMP 4ypP 6,27 4,85 4,38 3,81 4,57 -27,1(0,77)

CpaBHeHwe, 179,3 175,9 181,7 171,9 178,6 _

% (p) (0,222) (0,396) (0,436) (0,478) (0,373)

P® 1,29 1,15 0,75 1,21 1,11 -14,0(0,81)
BHelwHne 4ypP 2,13 8,00 7,14 18,75 3,86 +44,8 (-)
MPUYUHBI

CpaBHeHwe, 139,4 1 85,6 189,65 1935 1712 B

% (p) (=) (0,803) (=) (0,205) (0,704)

P® - - - 0,13 0,06 -
COVID-19 4yP - - - 13,33 3,77 -

CpaBHeHue, _ _ _ 199,0 1984 _

% (p) (0,698) (0,850)

lMpumevanune. E, — eannunua; PO — Poccuiickan Pepepaums; YP — YeveHckas Pecnybnuka; MM — nepuHatanbHbii nepuog; BMP — Bpox-
[IEeHHblE€ MOPOKMK Pa3BUTUS.

Note. RF (P®) — Russian Federation; CR (4P) — Chechen Republic; PP (M) — perinatal period; CD (BMNP) — congenital defect.

Ta6auua 4. [ocTHeoHaTanbHas CMEPTHOCTb feTei B Poccuiickoin deaepaumu B Lienom 1 B HeyeHckoi Pecny6nunke B 2018-2022 r.
(Ha 1000 peTen, poAMBLUMXCSA XMUBBIMM)
Table 4. Post-neonatal infant mortality in Russian Federation (as a whole) and in Chechen Republic in 2018-2022 (per 1000 live births)

Poccus :;q&%zﬁ:‘a CpaBHeHue, % Poccus :;qn‘;%z'::(ﬂa CpaBHeHue, %
2018 2,4 2,9 119,0 46,1 42,0 188
2019 2,2 3,0 126,6 455 54,3 116,2
2020 1,9 2,3 117,3 42,4 37,9 1 10,8
2021 21 2,6 119,4 45,2 38,5 } 14,8
2022 21 3,7 1 41,7 48,6 60,2 119,2




Puc. 7. KoadduumneHT adPeKTMBHOCTU CnyKObl 0XpaHbl MaTepPUHCTBa U AeTcTBa B Poccuitckon deagepauun n YeveHcKon Pecny6nuke

B 2018-2022 rT.

Fig. 7. Efficacy ratio of maternity and child welfare services in Russian Federation and the Chechen Republic in 2018-2022
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B pervoHe AetM nmepBOro roga M3HW 3HAYUTENbHO
pexke normbanu oT TpaBM, OTPaBIEHUA U HEKOTOPbIX APY-
rMX MOCNEACTBMM BHELWHMX MPUYMH Mpu Gonee BbICOKOW,
4yeM B Liesiom no Poccuun, pacnpocTpaHEHHOCTU CMEPTHOCTH
neten ot 3aboneBaHWin. To ecTb CMepTb AETer MepBoro
rofa *M3HW OT C/y4alHbIX MPUYMH, KOTOpblE Yalle BCEro
ABNAOTCA NpeaoTBpaTMMbIMK, Ana YedeHckon Pecnybamku
HexapaKkTepHa. Ucxoaa u3 AeTepMUHUPOBAHHOCTU MAadeH-
YECKOM CMEPTHOCTU Hannynem 3abosieBaHui, 6bln NpoaHa-
NIM3NPOBaHbl MoKasaTenn 3aboneBaeMoOCTM HOBOPOMKAEH-
HbIX U JE€TEN NEepBOro roga »W3HW. YCTaHOBNEHHbIN HU3KWUNI
YPOBEHb PacnpoCTPaHEHHOCTU 3ab0neBaHUM y JeTer Kak
B Nepmnoae HOBOPOXKAEHHOCTH, TaK U B TEYEHME BCEro NepBo-
rO rofa Xun3HW, UMEeIoLUN TEHAEHLMIO K CHUMKEHUIO, MOKa3a
HECOOTBETCTBME YPOBHS MIaAEHYECKON CMEPTHOCTM MOKa-
3aTenaM 340poBbs AeTen. To ecTb HU3Kas 4acToTa Hepdo-
HOWEHHOCTM M 3ab0sieBaeMOCTM AEeTeN COMnpoBoOXAaeTcs
BbICOKMM YPOBHEM UX CMEPTHOCTM Ha NEPBOM FOAY XKU3HM.

[aHHOe nNpoTuBOpeYMe CTano OCHOBAHWEM [ANS1 OLLEHKHM
NeTanbHOCTM AeTen, poauBlUMXCS 60bHbIMKM W 3abones-
KX, KaK B LENIOM, TaK W MO OTAENbHbIM HO30/10MMYECKNM
dopmaM. YCTaHOBMEHO, YTO e€cnn 3aboneBaemMoCTb AeTen
NepBoro roga »uW3Hu B pecnybnuke 6bila CywecTBEHHO
HUXE CPeAHEPOCCUNCKMX MOKa3aTenen, To CMEPTHOCTb cpe-
1 3a60neBLUINX 3TOM NaTtonorven geten obina 3Ha4YUTENbHO
Bbill€ MO BCEM M3y4aembiM Knaccam 6onesHen. [aHHbin
GaKT gaeT OCHoOBaHWe npeanonaratb, 4TOo 3abosieBaHus,
npuBealwmMe K cMepTtn, nMbo He AuarHocTupytTcs, nMbo
AMarHOCTUPYlOTCS HecBoeBpeMeHHOo. OT4yacTu 3TO MOXKEeT
O6blTb CBSI3@HO C HU3KOM MEOMLIMHCKOM aKTUMBHOCTbIO poau-
Tenem U HexBaTKOM KaapoB B AETCKOM 34paBOOXpaHEHMM
pernoHa [25-27]. Takum o6pa3oM, HU3Kas obpallaemMocTb
W KaapoBbl AedULMT BAMSIOT Ha CTaTUCTMKY 3ab0neBaemo-
cTu B HYeuyeHcKon Pecnybnuke, n, Kak ClneacTBme, Ha pesyib-
TATUBHOCTb M Ka4€CTBO MEAMLIMHCKOM NMOMOLLM AETSAM.

FBNaach YacTblo MaAeHYeCKOW CMEPTHOCTU, MOCTHEO-
HaTa/bHass CMEepPTHOCTb OnpedensieT ypoBeHb Ka4yecTsBa
OKasaHua neavaTpuMyecKon NomolmM AEeTSM MNepBoro roga

WU3HW, NEPEXMBLLUMM MEPUOS HOBOPOKAEHHOCTU, U Urpa-
€T 3Ha4YUMYK POo/b B OLEHKE 3QDEKTUBHOCTU AEATENbHO-
CTU CNyXO6bl OXpaHbl MaTEpPUHCTBA W AeTcTBa [16, 28, 29].
3Ha4ynTeNnbHO NpPEBbLIWABLIMK CPEeAHEPOCCUNCKME 3Hade-
HUSA YPOBEHb MOCTHEOHaTa/lbHOM CMEPTHOCTU B HeyeHCKoM
Pecnybnunke oTpakaeT Hanuyve npobsiemM B OpraHusauuu
MEAMLMHCKON MOMOLM AETAM MOC/ie BbIMUCKU U3 YYpEex-
[EHUM pPOOOBCMNOMOMXEHUSA MNoa HabngeHue [eTCKUMU
NOSIMKIUHUKaMK. Heo6XoAMMOCTb MPUHATUS MedMKo-opra-
HU3ALMOHHbBIX Mep, HampaB/iEHHbIX Ha MOBbILEHWE Kaye-
CTBa M pe3yNbTaTUBHOCTU OKa3aHWUs MEAULMHCKON MOMOLLM
[EeTaAM NepBOro roga Xu3Hu B HYeyeHckon Pecnybnuke, noa-
TBEpKaaeTcs 605ee HU3KMMU, YHeM B Lie/IOM MO CTpaHe, 3Ha-
YeHUAMKU KoadpuumneHTa aOPEKTUBHOCTU CyKObl OXpPaHbl
MaTepUHCTBA U AeTCTBA.

3AK/TIIOMEHUE

lNpoBeaeHHOEe uccnegoBaHue Nokasasno, YTo B HeueHcKon
Pecny6nnke npuv HU3KOW YacTOTe HEOOHOLIEHHOCTH, 3abo-
NIeBaeMOCTV HOBOPOXK/IEHHbIX U AETEN NepBOro roaa XusHu
HabnogaeTcs BbICOKMI YPOBEHb MIaleHYECKON CMEPTHOCTH
W NEeTanbHOCTU OEeTEN, poauBLUMXCA GOMbHbIMKU M 3ab60NeB-
wmx. CyuiectBeHHasa Aona aeten ymvpaeT B NOCTHEOHaTasb-
HOM nepuoae, crnepoBaTenbHO, 60 3aboneBaHus, Npu-
BejllMe K CMepTW, CBOEBPEMEHHO He [AuMarHoCTUpytoTcs,
NO3TOMY M He OTpaKaloTcs B CTAaTUCTMKe 3a601eBaeMOoCTH,
6o MeauLMHCKaa Mnomollb GONbHbIM [ETAM OKa3blBaeT-
¢ HeahPeKTMBHO. Pe3epBoM MOBbIWEHUSA 3GPEKTUBHOCTH
CNYy)X6bl OXpaHbl MaTepPMHCTBA U [1€TCTBA ABNSAETCS OpraHu-
3auua nopsaka nepefadn KIMHUYECKOW OTBETCTBEHHOCTU
Bpayam neavaTpuyeckoro yyacTka, B TOM Yucne B OTHOLLe-
HUW IeTeN, NePEKMBLINX IKCTPEMA/bHbIE COCTOSIHUS B Opra-
HU3aUKUsAX poaoBcrnoMoxkeHus. NpoBeaeHHoe uccneaoBaHune
rOBOPUT O HEOGXOAMMOCTH YNyYlleHUss MeAULIMHCKOM NOMO-
LW OETAM MEPBOro roga u3HW B HeyeHckon Pecnybnvke.

UCTOYHUK ®UHAHCUPOBAHUSA
OtcytcTBYET.
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O6ocHoBaHHne. B 2020 r. 6b1/10 yCTaHOBJ/IEHO, YTO MPUBUTOCTb AETEN B AEKPETUPOBAHHbIE COOKN B HEKOTOPLIX CYyObEeKTax
Poccurickon ®epepavnm bblsia HUXKE HOPMATUBHOIO YPOBHS. B 3T0M CBS3U aKTya lbHbIM SIB/ISIZIOCH POBEAEHME MOHUTOPUHIa
CBOEBPEMEHHOCTHU BaKUMHaLUun geTen B aTux pernoHax. Llenb ncenegoBaHnsi — m3y4nTb UBMEHEHME CBOEBPEMEHHOCTU
BaKUMHaumMM JETCKOro HaceneHus B AByX cybbeKTax Poccurickon degepauymn ¢ HU3KUMU roKasaTeasiMm UMMyHU3aLum
rno gaHHbiM 2020 r. MeTtogbl. [TpuButocTb geten 2015-2017 n 2020-2022 r1T. poxaeHUs udydaau no AaHHbIM ¢ege-
pasibHOM popMbI cTaTUCTUYECKOro HabatoaeHus (PCH) N2 6 v KapT npopunakTudeckux npuBmnBok (popma N2 063/y), nony-
YEeHHbIX U3 AETCKMX MOMMKANMHUK Pecnybinku balwkoptoctaH (aBe B 2020 r. u Tpu B 2023 r.) n Pecnybanku Caxa (SIKytun)
(aBe B 2020 r. u yetbipe B 2023 r.). Onpegensinavm cBOEBPEMEHHOCTb BaKUMHALUMKU AE€TEN MPOTUB MHOEKLMIA U3 NNepeyHs
HaLMOHa/IbHOro KaneHgaps npopunaktudecknx npuBuBok (HKIII). CBoeBpeMeHHOCTb BaKLMHaLMW OLeHUBaAN 1o [ose
AeTen, noay4uBLIMX HEOBXOAMMOE KOJIMYECTBO [103 BaKUMHbI MPOTUB KaxAoh U3 nHeKumnin ua nepedyHsa HKIIM K gekpetn-
pOBaHHOMY BO3pacTy Cpeamn BCeX /UL AEKPETMPOBaHHOro Bo3pacTa. Pe3ynbrartsl. [lpoaHann3npoBaHsl gaHHble 998 KaprT.
OTMeYeH poCT CBOEBPEMEHHOCTHU BaKLMHaLMM AeTen NpoTUB BCEX BaKUMHOYMpaBaseMbiX MHpeKUMi. [lons aeTen, npuBuTbIX
cornacHo cpokam HKIIM, ysennyunack B 1,5-4 pasa. CBoeBpemeHHas BaKuuHauus = 95% aeten B JeKPeTMpPoBaHHOM
®CH N° 6 Bo3pacTte gocturHyta B Pecnybnuke Caxa (SIKytuu) npoTnB Ty6epKynesa, renatuta B, KOpH, KpacHyxu u anuge-
MUYeCKoro napotuta, B Pecnybaunke balwKopTocTaH — NpOTUB KOPH, KPAcHyXu U 3NnAeMUYEeCKOro napotuta. BbisiBIeHO
yBeJIMYEHNE HYacTOThbl MCMOIb30BaHMs MHOMOKOMIMOHEHTHbIX BaKUMH U OAHOBPEMEHHOIO BBEAEHMS HECKOJIbKUX BaKLMH.
3aknoyeHne. MOHUTOPUHT YPOBHS JOKYMEHTUPOBAHHOM MPUBUTOCTM M CPOKOB BaKUMHaLMKU AeTel N03BOASET 3IPPEKTUBHO
KOHTPO/IMPOBAaTh Ka4yeCTBO PYTUHHON MMMYyHU3aummn geTen. BHeagpeHue B NpaKTuKy PYTUHHON UMMYHHU3aLMn MHOMOKOMIMO-
HEHTHbIX BaKUMH U O4HOBPEMEHHON MMMYHM3aLMM HECKOIbKMMM BaKLUMHaMK NO3BOJISET KapANHaIbHO M3MEHUTb YPOBEHb
MPUBUTOCTM JETCKOIO HacesaeHusl.

Knro4deBble c/ioBa: BaKLUMHONPOQuUIaKTMKa, NPUBUTOCTb, OXBaT BaKUMHaLMeN, CBOEBPEMEHHOCTb BaKLMHaLUNKN, KaieHaapb
MPMBUBOK, KOMOMHMPOBaHHbIE BaKLMHbI, AETH
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OBOCHOBAHME

B Poccuickon deaepaummn rocygapCrBeHHas NOAUTUKA
B cdepe BaKUMHOMPODUNAKTUKM onpeaensiercs B COOT-
BeTcTBMM co CTpaTterven pasBuUTUS MMMYHOMPOODUNAKTUKK
MHPEKLMOHHbIX 60ne3Hen Ha nepuoa ao 2035 roaa, pas-
paboTaHHOW W yTBEpPXAEHHOW MuH3apaBoMm Poccuu
B ceHTa6bpe 2020 r. [1]. CTpaTerua npu3BaHa obecneyuTb
[OCTYNHOCTb, Ka4yecTBO, 3pPEKTUBHOCTb M 6e30MacHOCTb
UMMYHOMNPODUNAKTUKM HaceNeHns CTpaHbl C Lienbio npeay-
NpexaeHns, orpaHUYeHns pacnpoCcTpaHeHMs 1 IMKBUAALNK
WHOEKLIMOHHBIX U UHbIX 6BONE3HEN, ynpaBnseMblX CpeacTBa-
MU cneuudunyeckon npodunakTuku. OgHUM 13 NokasaTtenen
peanuzaumn CrtpaTternun aeasetca goctmxeHne 95% oxesata
[eTen 3aKOHYEeHHOM BaKLUMHauMen npotme andrepuu, rena-
TMTa B, KOpM M KpacHyxu B AEKPETUPOBaHHbIE OOKYMEH-
TOM CPOKM (12 1 24 mec). AN OUEHKM NPUBUTOCTU (OoNs
[eTen, NOMHOCTbIO NMPUBUTLIX MPOTUB UHOEKLMK) B CYObEK-
Tax Poccuitckon ®egepaumm 1 B LEeNOM Mo CTpaHe UCNosb-
3yeTcs peaepanbHas Gpopma CTaTUCTUHECKOro HabnaeHNs
(PCH) N° 6 «CBepeHMsi O KOHTWHIEeHTax AeTen M B3poc-
NbIX, MPUBUTbIX MPOTUB MHOEKLMOHHbIX 3aboneBaHuin» [2].
CornacHo gaHHbIM @CH N2 6, Ha NPOTAXKEHUU MHOTMX NeT
CBOEBPEMEHHOCTb BaKUMHaLMW B AEKPETUPOBaHHbIE HOp-
MOV CPOKM B 6ONbLUMHCTBE CyOGbEKTOB cocTaBnseT = 95%
npoTtmB renatuta B [3], audrepun, Koknowa, NnoaMoMmnenu-
Ta [4], Kop#u [5], KpacHyxu [6], anMaemMuy4eckoro napotuTa [7].

PaHee Mbl npeactaBunM pesynbTaTbl MCCNefoBaHWS
BaKLMHANbHOrO aHaMHe3a JaeTen B Bo3pacte 2-5 ner
(2015-2017 r.p.), NPUKPENIEHHbIX K amMbynaTopHO-Noau-
KIMHUYECKUM yypexaeHnsam B 18 cybbeKrax Poccuickon
depepauun [8]. CBOEBPEMEHHOCTb BaKUMHaUWKW AeTen

B JeKpeTnpoBaHHble PCH N2 6 cpoku (B Bo3pacte 30 cyr,
12 n 24 mec) NpoTMB MHOEKLMN, BKIIKOYEHHbIX B HaUMO-
HanbHbIM KaneHaapb npodunakTMyeckux npmsuBoK (HKIMM,
Bepcus 2014 r.), a TaKKe CBOEBPEMEHHOCTb BaKLMHaLUK
B CPOKW, aOekpeTupoBaHHble HKIIM, oueHnBanu no AaH-
HbIM KapT nNpodunakTMyeckmnx npneuBoK (dopma N2 063/y).
YCTaHOBNIEHO, YTO NPUBUTOCTb feTern = 95% npotus 60Jb-
LUMHCTBA MHDEKLMI No aaHHbIM PCH N2 6 3a 2016-2019 rr.
Oblna JOCTUTHYTa 3HAYUTENbHO MO3AHEE AEKPETUPOBAHHbIX
CPOKOB B 60/bLIMHCTBE cy6beKTOB Poccuiickon depepaumm.
CBOEBPEMEHHOCTb BaKLMHaUMK LeTeN B AEKPETMPOBAHHbIE
®CH N° 6 cpoku BapbupoBana oT 17% (a1 NHEBMOKOKKOBOM
MHOEKLNKN K Bo3pacTy 24 mec B AKytuKn) ao > 90% ans Kopu,
KpacHyx1 1 aNnAeMMYecKoro napotuTa B 60bLUMHCTBE Pervo-
HOB (KpoMe FAKyTMM, B KOTOPOM NMPUBUTOCTb AETEN K BO3pacCTy
24 mec 6bina < 85%). Pe3ynbraThl ccnefoBaHus Obliv 06CYXK-
OEeHbl C NpeacTaBUTENSIMU PErMOHaIbHbIX OPraHOB MCMOHK-
TENbHOW BNACTW U MMaBHbIMW BHELUTATHbIMK CleLManucTamm
neavMaTpamMu B NUNOTHbIX CyGbeKTax Poccuinckon denepaumnn
Ha COBMECTHbIX COBELLaHUSAX, MOCBSALLEHHbIX BOMPOCAM NoOBbI-
LWEHUs1 KayecTBa OKa3aHWs MEAWLIMHCKOM MOMOLUM AETAM.
PernoHam npegnoxeHo paspabotaTb AOPOXKHYIO KapTy Ans
MOBbIWEHUS KOHTPONS 3a MPOBEAEHMEM PYTMHHOM BaKUM-
HauWK OeTen, a TaKKe BbISBNEHUS U yCTpaHeHWs GpaKTopos,
NPENSTCTBYIOLWMX LOCTUKEHUIO MUHUMaNbHO AOCTAaTO4YHOrO
YPOBHS NPUBUTOCTM U CBOEBPEMEHHOCTU BaKUMHALMKN AeTewn
paHHero Bo3pacta. B aToi cBA3K aKTyanbHbIM ABASETCS Npo-
BeJeHWe MOHWTOPUHIa UMMYHM3aLIMKM AETCKOrO HaceneHus
B cy6beKTax Poccuiickon depgepauunn, ocobeHHO B Tex, rae
nokasatenu Aonu [eTew, 3aBeplMBLIMX BaKLMHaLMIO, MO
NoCNeAHUM LaHHbIM, 6blIM CaMbIMKU HU3KMMKU. Havyano MoHM-

Radima A. Mukozheva?, Tatyana V. Kulichenko?, Liudmila Yu. SemavinaZ2, Vera |. Bosikova3, Alexandra V. Uarova*

1 Pirogov Russian National Research Medical University, Moscow, Russian Federation
2 Republican Children’s Clinical Hospital, Ufa, Russian Federation

3 Yakutsk Republic Medical Information-Analytical Center, Yakutsk, Russian Federation
4 Ministry of Health of the Republic of Sakha (Yakutia) Yakutsk, Russian Federation

Dynamics of Timely Vaccination Among Tender-Age Infants
in two Subjects of Russian Federation with the Lowest

Immunization Coverage in 2020: Serial Cross-Sectional Study?

Background. It was revealed in 2020 that immunization of children in decreed times in several subjects of Russian Federation was
below the standard level. Therefore, monitoring of timely vaccination in children of these regions was relevant. Objective. The aim of
the study is to evaluate changes in the timeliness of vaccination in children of two subjects of Russian Federation with low immunization
rates according to 2020 data. Methods. Immunization of children born in 2015-2017 and 2020-2022 were studied according to the
form of federal statistical monitoring (FFSM) No. 6 and vaccination record cards (form No. 063/y) obtained from children's polyclinics
of the Republic of Bashkortostan (two in 2020 and three in 2023) and the Republic of Sakha (Yakutia) (two in 2020 and four in 2023).
The vaccination timeliness among children against infections from the national immunization schedule (NIS) list was determined. The
timeliness of vaccination was evaluated by the proportion of children who received the required number of vaccine doses against
each of the infection from the NIS list by the decreed age among all persons of the decreed age. Results. Data from 998 records was
analyzed. The increase in timely vaccination against all vaccine-controlled infections in children was revealed. The proportion of children
vaccinated according to the NIS has increased by 1.5-4 times. Timely vaccination of = 95% children in the decreed age (by FFSM No. 6)
was achieved in the Republic of Sakha (Yakutia) against tuberculosis, hepatitis B, measles, rubella, and mumps, and in the Republic of
Bashkortostan against measles, rubella, and mumps. The increase in the multivalent vaccines’ usage and simultaneous administration
of several vaccines has been discovered. Conclusion. Monitoring the level of documented immunization and timely vaccination in
children allows effectively control routine immunization quality. Implementation of multivalent vaccines and simultaneous administration
of several vaccines in routine immunization provides radical change in the vaccination rate in pediatric population.
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OpuruHanbHas cTaTbs

TopuHra HaduMHaa ¢ 2020 r. aKTya/lbHO elle W Mo NpUYnHe
orpaHu4yeHun, cBaA3aHHbIX ¢ naHgemuen COVID-19. XoTs, no
HEKOTOPbLIM AaHHbIM, BaKUMHaLMS AeTen B 3TOT nepuoj bbina
BbINosiHeHa cornacHo HKIM B 06bi4HOM 06beMme [9, 10].

Llenb uccnepoBaHua

M3yunTb M3MeHeHWe CBOEBPEMEHHOCTM BaKLMHa-
LMW OETCKOro HaceneHus B ABYX CyObeKTax PocCUMCKOM
depepaunn ¢ HU3KUMK MNOKa3aTeENIMU UMMYHU3ALMUKU MO
naHHbIM 2020 1.

METOAbI
Aun3aiH uccnegoBaHus
MpoBeaeHo cepranbHOEe 0IHOMOMEHTHOE UccneaoBaHue.

YcnoBus npoBeAeHUsA UccnefoBaHusa

UccnegoBaHne BbIMOMHEHO MPU NPOBEAEHUMU Bble3AHbIX
OpraHn3aLMOHHO-METOANYECKUX MEPONpPUATUIA NO MNOBbI-
LUEHMIO KayecTBa MeAULIMHCKOM MOMOLLM OETAM B CyObeKTax
Poccuiickon depepaumn. YKasaHHble MeponpuaTus ocy-
WeCTBASNNCE B paMKax peanusauuun degepanbHOro npo-
eKTa «Pa3BWTUE CETM HaUMOHaNbHbIX MEAULMHCKMUX nccne-
noBaTenbckux ueHTpos (HMWL) 1 BHeapeHne MeanuMHCKUX
MHHOBALMOHHbIX TexHonormm» [11]. B atom npoekte ¢ 2020 1.
HMMWU, no npodwunio «neguatpus» PHUMY um. H.U. MNMuporosa
KypupyeT MpuBOIXKCKUIN U [lanbHEBOCTOYHbIM deaepanbHble
okpyra. CornacHo peaynbratam paHee ony6/MKOBaHHOMO
nccnegoBaHua BaKUMHaNbHOro aHamMHe3a jgeten 2015-
2017 r.p. B 18 cy6bekTax Poccunckon depepauun [8],
caMble HU3KME NoKasaTenun NpMBUTOCTU U CBOEBPEMEHHOCTH
BaKLUMHaLMKN BblnnM oTMeYeHbl B Pecnybnunke balKopTocTaH
(npotuB renatuta B, KoKnwwa, ANdTEPUU, CTONOHNAKA,
nosIMOMMUENUTa U MHEBMOKOKKOBOW MHbEKLMK) U Pecnybnunke
Caxa (AKyTnn) (MpoTmB BCEX MHDEKLININ, KpoMe TybepKynesa).
Ha aToM OCHOBaHWK YyKa3aHHble pecnybirMKu 6bliM BblGpaHbl
NS MOHUTOPMHIa NoKasaTtenen UMMyHU3aLnK.

B vccnefoBaHWM NPUHANK yH4acTUe MEAULMHCKUE YYpeX-
[EeHUS YKa3aHHbIX Bbllle CYGbEKTOB, B KOTOPbIX 3KcMnep-
7ol HMUL, pa6oTtany BO Bpems Bble3[40B B paMKax dege-
panbHoro npoekta (1 Bble3a B cy6beKT B rog). B 2020 r.
6blna NpoaHann3nMpoBaHa MeAULMHCKas OOKYMEHTauus u3
YyeTblpex OETCKMX MONUKIWHUK, No ABe B . Yde (noanknu-
HUKM N2 2 1 6) 1 . AKyTCKe (MONMKIMHUKA MpuU ropoacKOom
6onbHUUE N2 3 ¥ npu MeauMUMHCKOM LEHTpe I AKyTcKa).
B 2023 r. n3yyanv MeamuMHCKYIO JOKYMEHTauMo cemMu aeT-
CKUX NMONUKIIUHUK, TpeX — B I. Yde (MOAUKINHUKK NG 2, 5 1 6),
OBYX — B . FKYTCKe (MONMKINMHWUKKN NPU TOPOACKOW 60JIbHU-
ue N2 3 n npn MeaMLUMHCKOM LeHTpe T. FKyTcKa), Mo OgHON —
B c. Mansa (npu MernHo-KaHranacckon LeHTpanbHOW pan-
OHHOM 60/1bHMLE) M Cc. Hamupbl (Npy Hamckon ueHTpanbHOM
panoHHOW 60MbHMLE); NOCNeaHUe ABa HaCeNeHHbIX MyHKTa
pacnonoxeHbl B Pecnybnunke Caxa (AKyTun). Bolbop NOANKIK-
HUK Ans noceuieHuns akcneptamu HMUL, n, cOOTBETCTBEHHO,
BK/IIOYEHUS B UCCNefoBaHMe BbINOAHEH M3 YMCAa MOMMKIN-
HUWK, NPUOBPETLINX HOBOE 060pYyAOBaHME B pamMKax MpoeKTa
MOZEpHM3aLNN NEPBUYHOIO 3BEHa 3apaBooOXpaHeHns [12],
a 13 yncna nocnefHux — NOAMKIMHUKK C YAOOHbIM pacnono-
¥eHueM (Hanpumep, B6n3uK cTaumMoHapa, ecnm NOJUKINHK-
Ka ropojcKasi, ec/iv cefibCKas — 6avKaniuas K ropoay).

UCTOYHUKM JaHHbIX

MpuBUTOCTb AeTen udydanu no aaHHbiIM GCH N2 6 [2]
M KapT npodunakTU4yecknx npuBmBoK (dopma N2 063/y).
Heo6xo0AMMOCTb MCMNO/Ib30BaHUS nocneaHunx 6bina npoauk-
TOBaHa pe3ynbratamu paHee ony6/MKOBAHHOMO UcclieaoBa-
HUA [8], cornacHo KOTOPOMY NoKasaTenu BaKuuHauuu geten
no AaHHbIM NEPBUYHOM MEANLIMHCKOM JOKYMEHTALINMKN B aMOy-

NAaTOPHOM 3BEHE CYLLECTBEHHO HUXKE HOPMATUBHOIO YPOBHS
(= 95%), npeactaBneHHoro B ®CH N° 6 [2]. BymaxkHble
KOMUK KapT NpoduniakTMYecKux npnBmMBoK akcnepTtol HMNLL
3anpallmBanu Yepes pernmoHanbHbii MUH34paB y pyKOBOAM-
Tenen Kaxxaon U3 BblllenepevyncieHHbIXx MEANLMHCKMX opra-
HM3aUWK B KonnyectBe He meHee 50 wTyK, no 5-10 KapTt
C Pa3NUYHbIX NeguaTpUYEeCcKnX y4acTKOB.

M3 MeaMLMHCKOM OOKYMEHTauun U3BNeKann u nepeHo-
CWNN B 3NEKTPOHHYI0 6a3y AaHHbIX Chefylolne CBeAeHUs:
[aTta poxaeHusa pebeHKka, AaTbl BaKLUMHaALUK NPOTUB KaXKaown
nHpekumn m3 nepedHa HKIM, HasBaHWMS BaKUMHaNbHbIX
npenapatoB n ux cepun. C60p cBEOEHUN O OOKYMEHTUPO-
BaHHOM MPUBMTOCTM AETEW, MPUKPENNIEHHbIX K y4yacTBylO-
WMM B MUCCNEAOBaHUMU YYPEKAEHUSAM, BbINOAHEH B Mepu-
oA Cc aBrycta no ceHta6pb 2020 r. (a19 KOropTbl Aeten
2015-2017 r.p.) u B noHe 2023 1. (N9 KoropTtbl AeTeM
2020-2022r.p.). AaHHble, BHECEHHbIE B 3/IEKTPOHHYIO 6a3y,
Ha Hanu4ne oWKNBOK He NPOBEPSIIN.

Kputepum cootBeTcTBUA

Kputepumn BknoyeHus

B nccnegoBaHue BKIOYaNW AaHHble AETEW, POXKAEHHbIX
B2015-2017 1 2020-2022 rr. Bo3pacT ageten nepBown Korop-
Tbl (2015-2017 r.p.) 6bi1 ONpeaeneH TakuMm 06pa3om, YToObI
BO BCEX C/ly4asx MOXKHO 6blf0 ONpeaennTb CBOEBPEMEHHOCTb
BaKUMHAUMKW K 2-NETHEMY CPOKY XW3HW. [N Koroptbl
2020-2022 r.p. nnaHMpoBanM BKIOYUTbL B WCCNefoBaHue
[aHHble TeX, KTO POAMACS 0 KOHLa nepsoro nonyroaus 2022 r.
TakuMm 06pa3oM npeanonaranyM OLEHWUTb CBOEBPEMEHHOCTb
BaKUMHAUMWM ANS BCEX AETeN 3TOM KOropTbl Kak MWHUMYM
K Bo3pacty 12 mec. OgHako npu cbope AaHHbIX B UCCNeno-
BaHMWe Mo OWKBKe BblIM BKIOYEHbI CBEAEHWS O BaKLMHALMK
neten (n = 14) B Bo3pacTe 40 roga. B aTon cBA3M 6bI710 NPUHS-
TO peLleHne UCNoNb30BaTh YKa3aHHble AaHHble 418 aHanu3a
CBOEBPEMEHHOCTM BaKLMHaLMW B Bo3pacTe Ao 12 mec.

Kputepun HeBKlOYEeHUS
He 3annaHnMpoBaHbl.

Kputepum ncknodeHus

M3 aHanuida 6binnM UCKIOYEHBbI KapTbl NpodunakTuyec-
KWX MPUBMBOK, HE COAEpKallMe CBEAEHUIM WK COAepalime
HepasnMinuMble Ha NpPefoCcTaBAEHHOM GyMaXKHOM Konuu dop-
Mbl N2 063/y cBedeHust 0 aaTe poxaeHus pebeHka. Takke 13
aHann3a UCKoYanu KapTbl, B KOTOPbIX AaTa BBEAEHUS BaKLMK-
Hbl Gblfla yKa3daHa HEBEPHO (Ha rod WauM Mecslbl paHee BO3-
MOXKHOM JaTbl BaKUMHALMK) UK HepasniymMma Ha KCEPOKOMHUMK.

LieneBble noKa3sarenu uccnegoBaHus

OcHOBHbI€e NnoKa3aTe/m

Onpeaensny CBOEBPEMEHHOCTb BaKLUMHaLUMK AeTeN Npo-
TMB MHOeKunn mn3 nepedHs HKIMM (Bepcua 2021 r. [13]):
Ty6epKynesa, renatuta B, Koknowa, audrepuun, cTonbHsKa,
NoAMOMMENIUTA, KOPU, KPACHYXHM, SNMAEMUYECKOrO NapoTuTa
M MHEBMOKOKKOBOW UHDeKLMKU. CBOEBPEMEHHOCTb BaKLIMHA-
LMW OLleHMBaNK No Jofe geTen, Nony4ymBLIMX Heobxoanumoe
KOMMYECTBO A03 BaKLMHbI MPOTUB KaKAOW M3 yKa3aHHbIX
MHOEKUMM K OEKPETUPOBAHHOMY BO3pPacCTy Cpeau BCex NuL,
OEKpeTMpoBaHHOro Bo3pacta (cornacHo [14]). MNocnegHumn
onpepenanu cornacHo ®CH N2 6 [2] u HKIMM [13] (Tabn. 1).

JAononxuutenbHbie NoKasaresm

Onpepensanu Bo3pacT AocTuxeHns 95% oxBaTa BaKUM-
Hauunen. Kpome Toro, nay4anu 4acTtoTy NPpUMEHEHUSA KOMOMK-
HMPOBAHHbIX BaKLMH, a TaKXe OAHOBPEMEHHOro BBEAEHMS
HECKONIbKMX BaKLMH. ConocTtaBuaM Nony4eHHble NOroaoBble
nokasaTenu ¢ nokasaTensiMM CBOEBPEMEHHOCTV BaKLMHa-



Ta6nuua 1. [lekpetnpoBaHHbI Bo3pacT cornacHo PCH N2 6 u HKIMM, yuuTbiBaeMbIv Ans onpeaeneHus CBOEBPEMEHHOCTU BaKLMHaALMK feTewn
Table 1. Decreed age according to FFSM No. 6 and NIS considered for determining the timely vaccination among children

JleKpeTMpoBaHHbIA BO3pacT BaKLMHaL UK
UHdeKkuuu (cornacHo HKMM [12])
cornacHo ®CH N2 6 cornacHo HKIMMN

Ty6epkynes 30 cyt 3-7cyt

V1i—1cyr
lenatut B 12 mec (V3) V3 — 6 mec

V1 — 3 mec
OndTepuns/cTon6HIK 12 mec (V3) V3 — 6 mec

V1— 3 mec
Kokntow 12 mec (V3) V3 — 6 mec

V1 — 2 mec
[THeBMOKOKKOBas MHPeKLMsa 12 mec (V2) V2 — 4.5 mec

V1 — 3 mec
Monnomwnenut 12 mec (V3) V3 — 6 mMec
OndTepusi/cTon6HAK RVL 24 mec 18 mec
Kokntow RV1 24 mec 18 mec
Kopb 24 mec 12 mec
KpacHyxa 24 mec 12 mec
ANUAEMUYECKUIA NapoTUT 24 mec 12 mec
[MHeBMOKOKKOBast MHdeKuusa RV 24 mec 15 mec
Monvomunenut RV1L 24 mec 18 mec

MpnmeyvarHmne. PCH — dopma ctatnucTuyeckoro HabnoaeHns N2 6 «CBeleHUs 0 KOHTUHIeHTax AeTer U B3POC/bIX, MPUBUTbLIX MPOTUB UHOEK-
LIMOHHbIX 3aboneBaHui» [2]; HKMIM — HauuoHanbHbIM KaneHaapb NPOdUNaKTUYECKUX NMPUBUBOK, YTBEPKAEHHbIM NpuKasom MuH3gpaBa
Poccun N2 1122H [13]; RV — peBakuuHaums (RV1 — nepBas peBakuMHauus), V1-3 — nepBas, BTopasi, TPeTbs BaKUMHaLUUS.

Note. FFSM (®CH) — form of federal statistical monitoring No. 6 «Data on children and adults population vaccinated against infectious
diseases» [2]; NIS (HKMM) — national immunization schedule approved by order of the Ministry of Health of Russian Federation No. 1122H [13];
RV — revaccination (RV1 — first revaccination), V1-3 — first, second, third vaccination.

UMK feTel NPOTMB KOKNoWwa, AUbTepHm, CTONGHSKA U NMHEB-
MOKOKKOBOW MHpEeKUUn B aekpetnpoBaHHble PCH N° 6
CPOKW. [Ana pernctpauuv cinydyaeB WCMONb30BaHWUSA KOM-
GUHMPOBAHHbLIX BaKLUMH M3 KapT MpPoPUNaKTUHECKUX MNpW-
BMBOK W3BNEKaNW CBEeAEHWUS O Ha3BaHWSX MNpenapaTtos.
MpuMeHeHNe KOMGUHMPOBAHHOW BaKLMHbI KOHCTaTMpOBaau
M B C/yyasix, Korgja Ha3BaHWe BaKUWMHHOMO npenapaTa He
6blfI0 YKa3aHo, HO coBMajana cepus BaKLWH, WCMONb30-
BaHHbIX NMPOTUB Pa3HbIXx MHPEKUMIA. Mpn BBELEHWU B OAMH
AeHb BaKUMHHbIX MpenapaTtoB € pa3HbiMW Ha3BaHWAMM
/WK cepusammn pPerucTpupoBanu OofHOBPEMEHHOe BBefe-
HWE HECKONbKMX BaKLMH.

CraTucTMyecKue npoueaypbl

Pacyet pa3mepa BbIGOPKHU

Heob6xoanmbli pa3mep BbIOGOPKKM NpeaBapuTeNbHO He
paccyuTbiBaIM.

CraTucTHYeCKHne METOAbI

AHanu3 AaHHbIX NPOBEAEH C UCMONb30BaHWEM MaKeTa
cTaTucTMyeckux nporpamm SPSS, Bepcusa 26.0 (IBM SPSS
Statistics, CLLUA). OnucaHne KOnMYecTBEHHbIX NoKalaTenen
BbINO/IHEHO C yKa3aHWeM MeauaHbl (25-i; 75-n nepuex-
TUAK), @ TaKKe MUHUMANbHbIX U MaKCUMasbHbIX 3HAYEHUN
(min-max). YactoTa CcOObITMM MO OCHOBHbLIM MOKa3aTensam
ucenepoBaHMsa npeactaBneHa ¢ ykasaHuem 95% posepw-
TenbHoro mHTepBana (AW). CpaBHEHME YaCTOTHbIX NoKa3a-
Tenen B He3aBUCUMbIX rpynnax BbIMOMHEHO C MPUMEHEHUEM
Kputepus x2 MupcoHa. Pasnununs cuutanu CTaTUCTUYECKM
3Ha4YnMbIMK Npu p < 0,05.

OnucaHWe Bo3pacTa AOCTUKEHUS LLENIEBOr0 YPOBHS BakK-
UMHauuK (Bo3pacT, Npu KOTOPOoM 6blno npuButo 95% aeten

C YY4ETOM LIeH3YPUPOBAHUS) BbINOSIHEHO C MOMOLLbIO METO-
fJa Kannava — Malepa ¢ yKasaHuWeM cpeaHero 3HayeHus
Bo3pacta U 95% [WN. Ha kpuBon KannaHa — Malepa 3T0
BO3pacT, COOTBETCTBYIOLLMI JOCTUKEHMIO 95% BEPOSTHOCTH
(4yacTtoTe) cobbITus. LleH3ypupoBaHuemM cyuTanu OTcyTcTBME
yKa3aHusa B KapTe NpodunakTUYeCKMX NPUBMUBOK Ha BbINo-
HEHHYI0 MPUBMBKY MPOTUB WMHbEKUMKM M3 nepevHsa HKIMM
(BCG npotuB TYybGepkynesa, V3 npotuB renatuta B, KAC
W nonuosupyca, V2 npotMB MHEBMOKOKKOBOM WMHPEKLMH,
a Takxke RV npotne KAC, nonnomuenuta, NHEBMOKOKKOBOM
MHOEKLMM U BaKUMHALUKM NPOTUB KOPW, KPACHYXK U anuae-
MWUYECKOro nNapotuTa) B nepuog HabnogeHns 3a pebeHKom
(C MOMEHTa poXAeHWs 4O AaTbl KCEPOKOMMPOBaHWS €ero
KapTbl). AHann3 BbIMNOMHEH C UCNOb30BAHWEM MaKeTa CTa-
TUcTMYecKkmx nporpamm R 3.6.3 (R Foundation for Statistical
Computing, ABcTpums).

9THyecKan aKkcnepTU3a

Mpeablayuiee nccnegoBaHne (M3ydeHne pesynstaTtoB Bak-
LMHaumK B KoropTe aeten 2015-2017 r.p. [8]) 6bin0 0406peHO
JlokanbHbIM 3TU4ECKUM KomuTeToM PHUMY mm. H.MU. NMnporosa
(npotokon N2 203 ot 21 aekabps 2020 r.). MpoToKoN HacTos-
Lero uccnefoBaHus B 3TMYECKOM KOMUTETE He paccMaTpvBa-
. ITMYEeCKasa aKcnepTM3a NPOTOKONa He NpoBeaeHa no npu-
YUHE UCMONb30BaHWS B UCCNEAOBAHUM 06E3MYEHHbIX KONWUM
KapT NPodUNaKTMYeCKMX NPUBUBOK AETEN.

PE3Y/IbTATbHI

dopmupoBaHue BbIGOPKU UCCNef0BaHUS

Bcero B 2020 1 2023 rr. B aMb6ynaTtopHO-NOANKINHUYe-
CKUX yupexaeHunsx Pecnybnuku bawkopTtoctaH u Pecny6ivku
Caxa (SKyTuK) 6binm cobpaHbl Konun 1023 KapT npodunakTu-
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OpuruHanbHas cTaTbs E Original Article

YECKMX NpMBMBOK aeTen, 25 (2,4%) KapT 6bln UCKITIOYEHbI U3
aHanu3a no NpuyYnHe OTCYTCTBUS CBEAEHWU O AaTe POXKAEHMS.
COOTBETCTBEHHO, B aHanu3 BK/OYEHbl CBEAEHWS O [AOKY-
MEHTUMPOBaHHOW nNpuBUTOCTM 998 peten. Ons uccneaosa-
HUS CBOEBPEMEHHOCTU BaKuuHauun aeten 2015-2017 r.p.
6blM MPOaHaNM3UPOBaHbl KapTbl NMPOGUNAKTUYECKUX MpU-
BMBOK 227 neten n3 Pecnybnunkn bawkopToctaH n 295 aeten
n3 Pecnybnukn Caxa (AKytuu). Bce getm Ha MOMEHT npo-
BeAeHUsa «cpe3a» (KOMMPOBaHWSA KapT NpoduIaKTUYECKUX
NPMBMBOK) 6bln cTapwe 24 Mec, TakuM 06pa3om, Ham
6bll M3BECTEH BaKUMHaMbHbLIA CTaTyC B COOTBETCTBYOLWIME
®CH N2 6 1 HKIMM geKkpeTupoBaHHbIE CPOKK ANa BCeX AeTEN.
BospacTHaa cTpyKTypa aeten B Koropte 2020-2022 r.p.
Oblla MeHee oAHOpoAHOW. Ha MOMEHT «cpe3a» BblOOPKY M3
Pecnybnuku baluKopTocTaH coCTaBWAW OaHHble 217 aeten,
M3 HuUx 4 pebeHKa B Bo3pacte 6-11 mec, 213 geten —
B Bo3pacTe = 12 mec, B TOM uncne 188 pete — = 15 mec,
149 — = 18 mec, 118 — = 24 mec. Bbi6opKy 13 Pecnybnunku
Caxa (Akytnn) coctaBunu aaHHble 259 aeten, U3 Hux 10 geten
B Bo3pacTe 6—11 mec, 249 petenn — = 12 mec, B TOM 4yucie
220 petenn — = 15 mec, 182 — = 18 mec, 153 — = 24 mec.

Ta6nuua 2. CBoeBpeMeHHOCTb BaKLMHaLuu aeten cornacHo @CH N° 6

OCHOBHbI€ pe3ynbTaTbl UCC/IEA0BAHUA

CBoeBpeMeHHOCTb BaKYMHaLUnu geTen

cornacHo ®CH N?° 6

CpaBHUWTENbHbIV aHannM3 CBOEBPEMEHHOCTU BaKLMHa-
umm peten 2015-2017 m 2020-2022 r.p. K BO3pa-
CTy, AeKkpeTnpoBaHHoMy PCH N2 6, npoaeMoHCTpMpoBan
NMONOMXUTENbHYIO AMHAMWKY noKasatens Ans GO0/blUMH-
CTBa BaKUMHOYMpaBnseMblix MHOEKLMIA, KPOME KpacHy-
XU, KOpWU W 3nuaemuyeckoro napotuta B Pecnybnuke
balwKopTocTaH, rae Aons BaKUMHWPOBAHHbBIX MPOTUB 3TUX
nHeKumMn K BospacTty 24 mec 6bina > 95% Kak B nep-
BOW, TaK M BO BTOPOW KoropTtax, U Ty6epKynesa B 060MX
pernoHax (tabn. 2). B Pecny6nuke Caxa (AKytuu) B rpyn-
ne pgeten 2020-2022 r.p. OTMEYEH AOCTATOYHO BbICO-
KWW ypOBEHb CBOEBPEMEHHOCTM BaKuuHauun (= 95%)
npotMB TybepKynesa, renatuta B, Kopwu, KpacHyxu
M 3aNMAEMMUYECKOro napoTuTa.

CBoeBpeMeHHOCTb BaKLuMHauuu cornacHo HKMN
AHannM3 cBOEBPEMEHHOCTM BaKUMHaUWW B BO3pacTe,
nekpetupoBaHHoMm HKIIM, nokasan 3HauuTeNbHbIA POCT

Table 2. The timeliness of vaccination in children according to FFSM No. 6

IlekpeTn- T Pecny6nunka bawkoproctaH* Pecny6nuka Caxa (SIkytusa)*
UHdeKuumn POBaHHbI1 pTa,
Bo3pacT L 11 Aé6c. % (95% AWN) p A6c. % (95% W) p

2015-2017 | 195/227 | 85,9(81,4-90,4) 268/295 | 90,8 (87,0-93,6)

Ty6epKynes 30 ¢yt 0,621 0,093
2020-2022 | 189/216 | 87,5(82,4-91,3) 245/259 | 94,6 (91,1-96,8)
2015-2017 | 91/226 | 40,3(33,9-46,7) 226/294 | 76,9 (72,1-81,7)

[enatnt B 12 mec < 0,001 < 0,001
2020-2022 | 167/213 | 78,4(72,9-83,9) 242/249 | 97,2 (95,1-99,2)
2015-2017 | 111/227 | 48,9 (42,5-55,4) 189/295 | 64,1 (58,4-69,3)

KAC** 12 mec <0,001 <0,001
2020-2022 | 187/213 | 87,8(83,4-92,2) 225/249 | 90,4 (86,7-94,0)
2015-2017 | 83/224 | 37,1(30,7-43,4) 92/294 | 31,3 (26,0-36,6)

KAC RV1** 24 mec < 0,001 <0,001
2020-2022 | 94/118 | 79,7 (71,5-85,9) 103/153 | 67,3(59,5-74,2)
2015-2017 | 148/227 | 65,2(58,8-71,1) 179/294 | 60,9 (55,3-66,5)

Monnomuenut 12 mec < 0,001 < 0,001
2020-2022 | 194/212 | 91,5(87,8-95,3) 228/249 | 91,6 (88,1-95,0)
2015-2017 | 159/226 | 70,4 (64,4-76,3) 121/292 | 41,4 (35,8-47,1)

Monnomunenut RV1L 24 mec < 0,001 < 0,001
2020-2022 | 103/118 | 87,3(80,1-92,1) 109/152 | 71,7 (64,6-78,9)
2015-2017 | 107/227 | 47,1(40,7-53,6) 110/295 | 37,3(32,0-42,9)

[MHeBMOKOKKOBast 12 wec <0,001 <0,001

MHbeKLNA 2020-2022 | 176/213 | 82,6(77,0-87,1) 168/249 | 67,5 (61,4-73,0)
2015-2017 | 77/227 | 33,9(27,8-40,1) 55/295 | 18,6 (14,6-23,5)

lMHEBMOKOKKOBas 24 wec <0001 <0,001

nHberuna RV 2020-2022 | 90/118 | 76,3(67,8-83,0) 83/153 | 54,2 (46,3-61,9)
2015-2017 | 216/227 | 95,2(91,5-97,3) 239/292 | 81,8(77,4-86,3)

KpacHyxa V1 24 mec 0,145 < 0,001
2020-2022 | 116/118 | 98,3 (94,0-99,5) 145/153 | 94,8 (90,0-97,3)

Kopb, 2015-2017 | 216/226 | 95,6 (92,9-98,3) 244,291 | 83,8(79,6-88,1)

3ANUAEMUYECKUI 24 mec 0,075 <0,001

napoTuT V1** 2020-2022 | 116/118 | 98,3 (94,0-99,5) 146/153 | 95,4 (90,9-97,8)

MpumedaHue. <*> — 3aecb 1 B Tab/. 3: B HEKOTOPbIX KapTax NpoduUIaKTUYeCKUX MPUBUBOK BbININ YKa3aHbl HEBEPHbIE AaTbl POXAEHUA PeGeH-
Ka UK BBEAEHWS BaKLMHbI (Ha rof UK MecsiLibl paHee BO3MOXHOW AaTbl POXAEHWS /BaKLIMHALMMU) UKW COOTBETCTBYIOLLME AaThbl HEBO3MOMKHO

6b1710 onpeaenuTb Mo NPUYMHE HU3KOro KayecTBa KCEPOKOMWM, TaKWe AaHHble He Y4UTbiBaNW Mpu pacyeTe NoKasaTens CBOEBPEMEHHOCTU
BaKLMHaLWK, B CBA3M C YeM ObLLee KONMYECTBO NPOaHannM3MpoBaHHbIX KapT OTMYanoch (6bi10 MeHbLUE) OT KOMYECTBa KapT, BKIOYEHHbIX
B UccnegoBaHue. <**> — npoTuB yKadaHHbIX MHPEKLIMI 3HAYEHUS CBOEBPEMEHHOCTU BaKLMHALMK Gblin OAMHAKOBbLIE, B CBA3M C YEM OHMU
OblNW NpeacTaBieHbl 0AHOM CTPOKOW. RV — peBakuuHauus (RV1 — nepsas peBakunHauma); KAC — Koknow, AudTepus, CTONGHSAK.

Note. <*> — here and in Table 3: some preventive vaccination records have shown incorrect dates of birth or vaccine administration (one year or
months before the possible date of birth /vaccination) or the corresponding dates could not be determined due to the poor quality of photocopies;
such data was not considered when calculating the vaccination timelines, therefore, total number of analyzed cards differed (was less) from the
number of cards included in the study. <**> — the vaccination timeliness (against these infections) was the same, therefore, they were presented
in one line. RV — revaccination (RV1 — first revaccination); DPT (KAC) — diphtheria, pertussis, tetanus.



nokasatensa B Koropte geten 2020-2022 r.p. B cpaBHe-
HUK ¢ aeTbMmun 2015-2017 r.p. B 060mx pervoHax (tabn. 3).
[JnHaM1Ka CBOEBPEMEHHOCTM BaKLUMHaLU MK B 06enx pecny-
6nmnKax 6bina Havbonee 3aMETHOW B OTHOLWEHWW nep-
BOW [03bl BaKLUMHbl MPOTMB MHEBMOKOKKOBOW WMHOEK-
U1K B BO3pacTe 2 MecC, KOK/Lla, CTONOHSAKa, audTtepumn
W nonnMomuennTa B Bo3pacTe 3 MecC, a TaKXe MpoTuB
KOPK, KPacCHYyxW, 3anuiemMuy4ecKoro napotMta B BO3pac-
Te 12 mec. B balkopTtocTtaHe 0N HOBOPOMAEHHbIX,
NpMBKUTLIX NPOTUB renatuta B B poagome, yBenuumnach
B 3 pasa (go 63%).

Bo3pacTt goctuxkeHusa 95% oxsarta BakuUHaLUEN
BoapacT goctnxeHusa 95% oxsaTa BaKUMHaLMEN B KOrop-
Te geten 2020-2022 r.p. CHU3WCH (B CPaBHEHWUW C KOrop-

ToM peten 2015-2017 r.p.) B 060mx permoHax B 2—10 pa3
NS BCEX BaKUMHOYNpaBaseMbix MHOEKUUA U NPUBAn3nICS
K AeKpetupoBaHHoMy Ctpaternen n ®CH N2 6 (Tabn. 4).

MpumeHeHne KOMGUHUPOBAHHBLIX BaKLUH

M OfHOBpPEeMeHHas BaKuuHauua

OT HECKOJIbKUX UHDEKLUH

YacTtota ucnonb3oBaHWs KOMOWMHMPOBAHHOINO npena-
pata ang V1-V3 npoTuB KoKaowa, audrepuun, cTonbHsKa
1 NoIMOMUENUTa yBenunyunacb B 2 pasa (tabn. 5). Kpome
TOro, OTMEYEHO yBeNMYEeHNE YacTOTbl OAHOBPEMEHHOIO BBE-
[JEeHUSA HECKONbKUX BaKUWH, HEe BXOAAWMX B OAHY KOMOUHM-
poBaHHyto (cM. Tabn. 5). B koropte geten 2022 r.p. 78% xoTs
Obl O4MH pa3 6blI OQHOBPEMEHHO NPUBUTLI OT renaTuTa B,
KOKJtoLlwa, AndTepmn, CTONGHAKA, NOAMOMUENUTa U NHEBMO-

Ta6nuua 3. CBOeBpeMEHHOCTb BaKumHauuu aeten cornacHo HKIMM (Bepcua 2021 r.)
Table 3. The timeliness of vaccination in children according to NIS (version of 2021)

CURRENT PEDIATRICS /2024 / V.23 / N2 2
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LeKkpeTu- K Pecny6nuka bawkopTtoctaH Pecny6nuka Caxa (fIkytus)
UHdeKuumn POBaHHbIA oropra,
Bo3pacT {2k Aéc. % (95% AU) p Aéc. % (95% AN) p

2015-2017 | 189/227 | 83,3(78,4-88,1) 259/295 | 87,8 (84,1-91,5)

Ty6epkynes 7 cyT 0,913 0,420
2020-2022 | 179/216 | 82,9 (77,8-87,9) 233/259 | 90,0 (86,3-93,6)
2015-2017 | 47/227 | 20,7 (15,4-26,0) 273/294 | 92,9 (89,9-95,8)

lfenatnt BV1 1cyr < 0,001 0,059
2020-2022 | 136/217 | 62,7 (56,2-69,1) 249/258 | 96,5 (94,3-98,80
2015-2017 | 28/226 | 12,4(8,1-16,7) 86/294 | 29,3 (24,1-34,5)

fenatnut BV3 6 mec < 0,001 < 0,001
2020-2022 | 57/217 | 26,3(20,4-32,1) 133/259 | 51,4 (45,3-57,4)
2015-2017 | 39/227 | 17,2(12,3-22,1) 131/292 | 44,9 (39,2-50,6)

Kacvi 3 mec < 0,001 <0,001
2020-2022 | 117/215 | 54,4 (57,8-61,1) 151,256 | 59,0 (53,0-65,0)
2015-2017 | 18/227 7,9 (4,4-11,4) 27/295 9,2(5,9-12,4)

KAC V3 6 mMec <0,001 <0,001
2020-2022 | 46/216 | 21,3(15,8-26,8) 76/259 | 29,3(23,8-34,9)
2015-2017 | 6/224 2,7(0,6-4.,8) 11/294 3,7(1,6-5,9)

KAOC RV 18 mec 0,004 <0,001
2020-2022 | 14/146 9,6 (4,8-14,4) 23/181 | 12,7(7,9-17,6)
2015-2017 | 56/227 | 24,7 (19,1-30,3) 130/291 | 44,7 (39,0-50,4)

Monnomunenut Vi 3 mec < 0,001 0,001
2020-2022 | 118/215 | 54,9 (48,2-61,5) 151/256 | 59,0 (53,0-65,0)
2015-2017 | 19/227 8,4 (4,8-12,0) 30/294 | 10,2(6,7-13,7)

Monnomunennt V3 6 mec <0,001 < 0,001
2020-2022 | 46/216 | 21,3(15,8-26,8) 76/259 | 29,3(23,8-34,9)
2015-2017 | 58/226 | 25,7 (20,0-31,4) 30/292 | 10,3(6,8-13,80

Monnomuenut RV1L 18 mec 0,072 0,002
2020-2022 | 26/147 | 17,7 (11,5-23,9) 37/180 | 20,6 (14,7-26,5)

Kopb, 2015-2017 | 65/226 | 28,8 (22,9-34,7) 80/291 | 27,5(22,4-32,6)

3NMAEMUYECKHUI 12 mec < 0,001 < 0,001

RapoTHT V1 2020-2022 | 122/212 | 57,5 (50,9-64,2) 126/247 | 51,0 (44,8-57,2)
2015-2017 | 68/227 | 30,0(24,0-35,9) 75/292 | 25,7 (20,7-30,7)

KpacHyxa V1 12 mec < 0,001 < 0,001
2020-2022 | 122/212 | 57,5 (50,9-64,2) 126/247 | 51,0 (44,8-57,2)
2015-2017 | 35/226 | 15,5(10,8-20,2) 92/293 | 31,4 (26,1-36,7)

I'IHeBM0K0+\</K103aﬂ 2 mec <0,001 <0,001

HbeKLnA 2020-2022 | 94/216 | 43,5(36,9-50,1) 135/257 | 52,5 (46,4—58,6)
2015-2017 | 25/227 11 (6,9-15,1) 32/292 | 11,0(7,4-14,5)

[HeBMOKOKKOBas 4,5 mec <0,001 <0,001

HbeKUNA V2 2020-2022 | 71/215 | 33(26,7-39,3) 71/257 | 27,6(22,2-33,1)
2015-2017 | 18/227 7,9 (4,4-11,4) 20/295 6,8(3,9-9,6)

””eB“"OKOwBa” 15 mec <0,001 <0,001

HHbeKLNA 2020-2022 | 64/185 | 34,6 (27,7-41,4) 45/216 | 20,8 (15,4-26,2)

MpnmeyvaHme. RV — peBaKuunHauus (RV1 — nepBasi peBakuuHauus), V1-3 — nepBas, BTopas, TpeTba BakunHauus, KAC — Koknow, aud-
Tepusi, CTONGHSK.

Note. RV — revaccination (RV1 — first revaccination), V1-3 — first, second, third vaccination, DPT (KC) — diphtheria, pertussis, tetanus.
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Ta6nuua 4. BospacT goctnkeHns 95% oxsata BakLmHaLMen
Table 4. Age of 95% immunization coverage

2015-2017 2020-2022 n 2015-2017 2020-2022 n

r.p. r.p. p r.p. r.p. p
6,0 4,6 12,1 1,4

Ty6epkynes (4.0;14.9) 227 (2.4: 1.0) 216 0,672 (3.4: n.0) 295 0,3:12,1) 259 | 0,048
425 23,0 > 67 10,4

fenatnt BV3 (38,4: H.0) 226 (20,4: H.0) 217 | <0,001 (54,7 H.0) 294 9.8:13.2) 259 | <0,001
30,9 14,7 37,7 14,8

KOC V3 (29,8; 38,5) 227 (12,9:18,2) 216 | <0,001 (32,2; H.0) 295 (13,5; 17,5) 259 | <0,001
61,8 30,8 " 31,1

KAC RV (47.3: 1.0) 224 (29.1: H.0.) 146 | <0,001 >67 294 (30,5 H.0.) 181 | <0,001
28,6 15,5 35,9 14,8

Monvomuenut V3 (23,6: 33.9) 227 (13,3:18,7) 216 | <0,001 (29,3: H.0) 294 (13,5: 17,5) 259 | <0,001

Monvomunenut 39,1 29,0 % 31,1

RVL (37,2; 1.0.) 226 (26,1 1.0.) 147 | <0,001 >67 292 (30,4; 1.0.) 180 | <0,001

HeBMOKOKKOBas > 68* 207 230 215 | <0,001 >67* 292 > 41% 257 | <0,001

MHdeKumns V2 (17,9; H.0.)

E:gz'rﬁ:j'x%” > 68* 227 > 41% 185 | <0,001 >67* 295 > 41% 216 | <0,001
24,3 17,3 >67 22,6

KpacHyxa V1 (21,0; 29.1) 227 (16,3:19,7) 212 | <0,001 (57,8: 1.0.) 292 (18,1; 26,4) 247 | <0,001

Kopb.

’ . 24,3 17,3 57,8 22,6
ﬁggﬂ:mmxcmm (21.0; 26,7) 226 (16.3;19.7) 212 | <0,001 (39,6: H.0) 291 (18.1; 26,4) 247 | <0,001

lNpumevaHme. <*> — 3HavyeHuss 95% [IN He paccuuTaHbl, TakK Kak He JOCTUIHYT 95% oxBaT BaKLUMHaLMen AeTen K MaKCcuManbHOMY BO3pacTy
B KoropTe (67 n 68 mec B koropTe 2015-2017 r.p. n 41 mec B Koropte 2020-2022 r.p.). KAC — Kokntow, andTepus, CTONGHSK; H.0. — HEBO3-
MOXHO OLIEHUT.

Note. <*> — 95% CI values were not calculated as the 95% immunization coverage among children by maximum age in the cohort
(67 and 68 months in the 2015-2017 cohort and 41 months in the 2020-2022 cohort) was not achieved. DPT (KZC) — diphtheria, pertussis,
tetanus; N/a (H.0.) — not available.

Ta6nuua 5. Yactota MCNonb30BaHWA KOMOMHUMPOBAHHbIX BaKLMH UM OAHOBPEMEHHOW UMMYHMU3aLIMN HECKOIbKUMU BaKLMHaMM
Table 5. Frequency of multivalent vaccines usage or simultaneous administration of several vaccines

KAOC + lenatut B + KAC +
fenatut B + noJiIuoMmuenur + noJiuoMmumenur +
KAC, a6c¢. (%) NHEBMOKOKKOBas NMHEeBMOKOKKOBas
uHdekuums, aée. (%) | uHdekuus, aée. (%)
Pecny6nvka Caxa 2015-2017 140/295 (47,5) 208,295 (70,5) 94/295 (31,9) 70/295 (23,7)
(AkyTns) 2020-2022 259/259 (100) 203/259 (78,4) 160/259 (61,6) 132/259 (51,0)
Pecny6nvka 2015-2017 107/227 (47,1) 191/226 (84,5)* 49/227 (21,6) 41/226 (18,1)*
BawkoptoctaH 2020-2022 214/227 (98,6) 171/217 (78,8) 142/227 (65,4) 119/217 (54,8)

MpumeyaHne. <*> — paccuUuTaHo 418 MeHbLIero Yyucna AeTel, TaK KaK B KOMWU KapTbl ogHOro pe6eHka 2016 r.p. HEBO3MOMXHO 6blN0
pa3obpaTb 3anucb 0 V3 NpoTuMB renatnta B no npuumMHe HM3KOro KavectBa Kcepokonuu. V1-3 — nepBas, BTopas, TPETbS BaKLMHaLMS,
P® — Poccuitickaa Pepepauma, KAC — Kokntow, AndTepust, CTONGHSK.

Note. <*> — calculated for a smaller number of children as copy of one child record, born in 2016, could not be read out on hepatitis B V3 due to
the poor quality of the photocopy. V1-3 — first, second, third vaccination, RF — Russian Federation, DPT (KAC) — diphtheria, pertussis, tetanus.

OBCYXAEHME

Pe3lomMme 0CHOBHOIO pe3ynbraTta uccinejoBaHus

OTMeYeHO MoBhLIlLLEHWE CBOEBPEMEHHOCTU BaKLMHALMK
netew K Bo3pacty 12 1 24 mec no JaHHbIM NePBUYHOM Meau-
LIMHCKOM [OKYMEHTaLMK (KapTbl NPOPUNAKTUHECKUX NPUBH-
BOK). CBoeBpemMeHHasa BaKuUMHauusa = 95% aeten B aekpe-
TMpoBaHHoM PCH N2 6 Bo3pacTe gocTurHyta B Pecny6nnke
Caxa (AKkytun) npotuB TybepKynesa, renatuta B, Kopw,

KOKKOBOW MHOEKUMK, Toraa Kak B KoropTe aeten 2015 r.p.
6b1/10 0OTMEYeHO NuWb 17% NoA06HbIX ClyYaes.

Ha ¢oHe npvMeHeHuss KOMOUHMPOBAHHOW MATUBANEHT-
HOW, a TaKKe OHOBPEMEHHOIO C HEN BBEAEHUS MHEBMOKOK-
KOBOW BaKLMHbl yAanocb AOCTWYb CYLLECTBEHHOro npupocTa
YPOBHS NPUBUTOCTU AETCKOr0 HaceneHus (CM. PUCYHOK). Takas
npakTMKa, 04eBMAHO, CNOCOGCTBYET 6osiee GbICTPOMY AOCTH-
eHuno 95% oxBaTta BaKLUMHaUMeW AeTen paHHero Bo3pacra.



PucyHoK. CBoeBpeMeHHOCTb BaKUMHaLMK AeTel B 3aBUCUMOCTH OT UCMOSIb30BaHNS KOMOUHUPOBAHHOW NATUBANEHTHON BaKLMHbI

U OAHOBPEMEHHOro BBeAeHUA BaKLIMHbI OT MTHEBMOKOKKa

Figure. Timely vaccination for children according to use of combined pentavalent vaccine or simultaneous administration of pneumococcal

vaccine
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[0 nNpuUBUTOCTb OT MHEBMOKOKKOBOW MHdeKUMn B 12 mec

KpacHyxv W anuiemMuyeckoro napotuta, B Pecnybnuke
BalwkKopTocTaH — MNPOTUB KOPW, KPACHYXM U 3anuaemuye-
ckoro napotuta. B rpynne pgeten 2020-2022 r.p. 95%
oxBaT BaKuMHauuen npotme apyrux nHdbexkunin HKIMIM (kpo-
Me TybepKynesa) AOCTUraeTcs 3HayuTeNbHO paHblle, Yem
B rpynne geter 2015-2017 r.p. B 10 e Bpemsa B 0b6eunx
pecnybnunkax MeHee 30% 3aKOHYMIN 6@30BYI0 BaKLIMHALMIO
NPOTMB KOK/OWa, AMDTEPUN, CTONIOGHSAKA, MoaMoMuenuTa
U NMHEBMOKOKKOBOM MHMEKUMM B AeKpeTupoBaHHblie HKIIM
cpoKu. B Pecnybnnke balKkopTocTaH Nullb ABE TPETU HOBO-
POXKAEHHbIX BaKLMHUPOBAHbI B MEPBblE CYTKU WU3HWU NPO-
TMB renatuTa B. CBoeBpeMeHHO B aekpeTtnpoBaHHom HKKI
BO3pacTe MPOTUB KOPU, KPACHYX1 U 3NUAEMUYECKOro napo-
TMTa BaKLMHMPOBaAHbI HEMHOrMM 6G0siee MONOBUHbI [eTen
B Pecny6nvke bawkopTocTtaH 1 B Pecnybnuke Caxa (AKytun).
YBenuMyeHue [onv CBOEBPEMEHHO MPUBUTLIX AeTel Habnto-
faeTcs Ha GOoHe BblpaKEHHOro pocTa YacToTbl UCMONb30Ba-
HUSE MHOFOKOMMOHEHTHbIX BaKLMH U OQHOBPEMEHHON UMMY-
HU3aLMK leTel HECKONIbKUMU BaKLIMHaMMU.

OrpaHuYeHuns uccnegoBaHus

PenpeseHTaTUBHOCTb BbIGOPOK MCClefoBaHUa (KoropT
C pasHbIM FOAOM POMAEHUS) YCTAHOBUTbL HEBO3MOMXHO. Kak
Ce[CTBMUE, IKCTPaNoONALMUSA MONYHEHHbIX Pe3y/bTaToB Ha

B npuBMTOCTL OT NoMoMuenuTa B 12 mec
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NPVBUTOCTb OT Nonnomunenuta B 12 mec

[ons faeTen, xots bl OAMH pa3 BaKLMHUPOBAHHbLIX OLHOBPEMEHHO
ot KAC, nonmomuennta, NHEBMOKOKKOBOW MHMEKLIMN

[JEeTCKMEe MONyNnsauMM M3YYEeHHbIX B WCCEeAoBaHUU CyObeK-
TO0B Poccuickon degepaumm OoaKHa NpoBOAUTLCS C OCTO-
POXHOCTbIO. TaKKe HEBO3MOXKHO OLIEHUTb COMOCTaBMMOCTb
KoropT, cdopMMUpPOBaHHbIX B pa3Hoe Bpemsa (getn 2015-
2017 n 2020-2022 r.p.). CnepoBaTenbHO, pes3ynbTaThl
CpaBHEHUSI CBOEBPEMEHHOCTM BaKLIMHALIMKU B 3TUX KOropTax
W cAenaHHble Ha 3TOM OCHOBaHWW BbIBOAbI O IMHAMUKE NpPK-
BUTOCTU B AEKPETUMPOBAHHbIE CPOKMU HE AOMKHbI CYUTATLCA
OKOHYaTe/bHbIMM.

[OCTOBEPHOCTb [AaHHbIX B MNPEeAOCTaBMIEHHbIX KOMMU-
AX MeOWLMHCKOW [OKYMeHTaLMK OLEeHUTb HEBO3MOXHO.
HeBO3MOXHO MCK/IIOYUTL BEPOSTHOCTb MPUMUCOK B KapTax
NPOUNAKTUYECKUX NPUBUBOK aeTen. [na 06beKTMBU3aLum
OLIEHOK MPUBUTOCTM Hapsiay C M3Y4EHUEM AOKYMEHTUPOBAH-
HOM BaKuMHauuK noTpebdyeTcss NPOBECTM OAHOBPEMEHHOE
N3y4yeHne HanpsKeHHOCTU UMMYHUTETa C MOMOLLbIO CEPOO-
rMYECKUX UCCnefoBaHum.

UHTepnpeTauua pe3ynbTaTtoB UCC/IEO0BaHUA

[aHHble, NoNy4yeHHble B X0[4€e HacTosILEero uccnenoBa-
HWS, YKa3blBalOT Ha 3HA4YMMOe (MHOroKpaTHoe) yBennyeHme
nokasatenen adpGeKTUBHOCTY MMMYHU3ALIMU (CBOEBPEMEH-
HOCTW, OxBaTa) AeTer paHHero Bo3pacTa MPOTUB BaKLUM-
HoynpaBnseMblX MHGEKLUMIM B BO3PACTHOM KoropTe AeTen

o
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OpuruHanbHas cTaTbs

2020-2022 r.p. No cpaBHeHMIO ¢ KoropTton 2015-2017 r.p.
B [1BYX MUJIOTHbIX PErMOHax CTpaHbl, Yero He oTMeYasnoch no
[aHHbIM Mpeablayumx uccnegoBannn [8, 15]. B aton cBA3uU
BO3HWKAET BOMPOC O MPUYMHAX CTONb 3aMETHOrO yBenuye-
HUS MPUBUTOCTW AETEN B AEKPETUMPOBAHHbIE CPOKU. MOXKHO
NpPeanonoXuTb YCUNEeHUEe KOHTPOASA 3a BaKuuMHonpodunak-
TUKOWM CO CTOPOHbI PernoHanbHbIX OPraHoB 34paBooxpaHe-
HUS B 060MX MUNOTHLIX pernoHax. Tak, B Pecny6nunke Caxa
(AKyTnKn) nocne 2020 r. 6GblIM BHEAPEHbLI AOMNONHUTENbHbIE
/IOKanbHble Mepbl KOHTPONS CO CTOPOHbl PErnoHasibHOro
MuH3apaBa M agMUHWUCTPaALMKM amOynaToOpPHO-MOMKINHU-
YECKUX YYPEXAEHUW, O YeM COOOLIMAU UX NpeacTaBUTENN.
B Pecnybnuke bawKopTocTaH NpoBOAMINCL WMHbOpMaLK-
OHHO-MPOCBETUTENIbCKME MEPOMNPUATUA O 3HAYEHUU U BaXK-
HOCTW NPOAOMIKEHUSA PYTUHHON BaKLIMHALMK B YCIOBUAX MNaH-
nemuun, pabota co CMU 1 B coumanbHbix ceTsax. B nocneaHve
rogbl ony6/iMKOBaH psij mMccnefoBaHui M 0630poB, OTMeE-
yaloLwmx, 41o mcnonb3oBaHne CMWU M coumanbHbix ceTen
ans opraHusaumu guanora, o6y4eHus u MHPGOPMUPOBaHMS
0 6e3onacHocTh U 3bPEeKTUBHOCTU BaKLMHALUK ABASeTCA
BaXHbIM 19 NOBbILIEHUS AOBEPUS K BaKLIMHAM cpeau Hace-
JIEHUS U pelleHns NpobnemMbl HEPELWNTENbHOCTU B OTHOLLE-
HUU UMMYHU3auuK [16—-18]. O4HaKo NPUHLMNWANbHO HOBbIE
Mepbl, HaueNeHHble Ha NOBbIWEHWE NPUBEPKEHHOCTU Hace-
JIEHUS B OTHOLIEHWN BaKUmMHaumu, nocne 2017 . B U3yyeH-
HbIX cy6beKTax Poccuickon deagepaunmn He NpUHUMaANM.

MOXHO NPeanonoXKnTb, YTO MONOXKUTENbHbIE UBMEHEHUS
nNpPoOU30LWNM B nepuoa naHaemMuu B pesynbraTe MoBbILEeHUS
BHUMaHMS Bpayen n HaceneHus K pyTMHHOW npodunaktuye-
CKOW BaKUMHauuu aeten. Kpome Toro, 6narogaps orpaHnyu-
TeNbHbIM MepaMm, CBA3aHHbIM C NaHgeMuen, caMon3onsauu-
eun, CobNoaeHnemM coLManbHON AUCTaHLMK, MOBbILLIEHHOMY
BHUMaHWUIO K AE€3MHPEKLMN PYK M MOMELLEHUIN, HOLWEHUIO
MacoK HabnoJanocb CHUXKeHWe 3ab0neBaeMoCTU aeTew
MAagwero Bo3pacta CE30HHbIMWU OCTPbIMWU PECMUPaTOPHbI-
MU U KULIEYHBIMU UHPEKUMAMM, a TaKKe APYruMu UHOEK-
UMaMK, nepefalowmmMucs BO3LYLWHO-KaneabHbIM MyTeM
[19-21], KoTopble A0 NaHAEMUU 3a4acTyo MoK GbiTb NpK-
YMHOW AOCTATOYHO ASIUTENbHbIX MEAMLMHCKUX OTBOAOB OT
BaKUMHaLMW. Bo3MOXHa TaKKe MOoNoXuTeNbHas pofib aKTu-
BM3auuK paboTbl MPMBUBOYHBIX KABUHETOB, HanpaBiEHHOM
Ha [JOrOHAIOWYI0 BaKLUMHALMIO AeTer nocie NpuoCTaHOBKM
ni1aHoOBOW BaKLUMHaLUUKU U3-3a NAHOAEMWUKU, YTO B COBOKYIMHO-
CTW MO3BOJIUNO MNOBBLICUTL MOKa3aTenu NPUBUTOCTU K AeKpe-
TMpPOBaHHbIM Bo3pactam B 2020-2022 1. B CpaBHEHUH
C nokasarenamm 2015-2017 rr.

[NpoBegeHHOe Hamu UcCcCnefoBaHUE He ocTaBasieT
COMHEHMN B 3QDEKTUBHOCTU NMPUMEHEHUS KOMOUHMPOBAH-
HbIX BaKUMH y OeTEN, KOTOPOE CNOCOBGCTBYET YMEHbLIEHUIO
HeraTMBHbIX MEPeXMBaHWn M3-3a 60NIEBLIX OLLYLEHUA OT
MHBEKUMW (KaK y AeTen, Tak U y UX poauTenen), cokpale-
HWIO BU3UTOB B MOJIMKIIMHUKY U B TO € BPEMS HE NMPUBOAUT
K POCTY 4acTOTbl HexenaTesbHblX ABAeHUW. Hamu 3aduk-
CUPOBAHO CTATUCTUYECKM 3HaAYMMOE MOBbILEHWE HacTOoThl
NPUMEHEHUA KOMOUHUPOBAHHbIX BaKLMH 1 OAHOBPEMEHHOWM
UMMYHU3aUMK eTel HECKOJIbKUMUK MpenapatamMu, 41o, no
HalleMy MHEeHWI0, OKa3ano Hanbonee CylLleCTBEHHOE BU-
fIHWe Ha yBeNMYyeHWe Noka3aTenss CBOEBPEMEHHOCTM Bak-
UMHauUMK OeTen B MUCCnedoBaHHbIX cyObeKkTax PoccuicKom
depepaummn. HaumHas ¢ KOHUa NPOLIOro BEKa MHOMMe CTpa-
Hbl Ha4an NepexoanTb Ha UCNob30BaHUe 5—6-BalleHTHbIX
BaKLMH C BbICOKOM UMMYHOT€HHOCTbIO, XOPOLWKUM npobunem
6e30nacHoOCTM M nepeHocumocTn [22, 23]. B pesynbrate
KOMOWHMPOBAHHbIE BaKLMHblI CTanM BaXHbIM YCNOBUEM
NoBbIWEHNA OXBaTa BaKUMHauMen u cobniogeHus rpadu-

Ka HKIIM [24]. MHOroKoMmnoOHEeHTHblE BaKLUWHbl CNOCO6-
CTBYIOT CHWMEHWIO TPEBOXHOCTU pOAUTENEN, CBA3AHHOM
C HECKONbKMMU WHBEKLMSMU BO BPeEMS OAHOro0 BMU3WTa
K Bpady [25-27]. CoKpalleHne KoNn4ecTBa UHbEKLUA nMe-
€T elle 1 10NONHUTENbHbIE 9KOHOMUYECKME NMPEUMYLLECTBA,
06YC/NIOB/IEHHbIE CHUXEHWEM 3aTpaTt Ha 3aKymnKW, NOCTaBKy
M XpaHeHWe 60/MbLIOro KONMYecTBa Pas/iMYHbIX BaKLMH,
a TaKXXe CHWXKaeT KONMM4YecTBO MOCelleHU AeTbMu Bpada
N MPUBUBOYHbIX KAOMHETOB, HEOOXOAMMbIX A1 3aBEPLUEHUS
Kypca BaKLUWHauuu [28].

MprumeHeHne ¢ 2009 r. B ABCTpanMm KOMOUHUPOBAHHON
BakuuHbl DTPa-HBV-IPV/Hib (npotvB audTtepuu, cTon6Hs-
Ka, KoKnwuwa, renatuta B, nonnomuenuta u Haemophilus
influenzae type b) nosBonuno AocTndb 94% NPUBUTOCTU
feTen B Bo3pacte 12 Mec v B JanbHenwem noaaepumBatb
3TOT YpOBEHb OXBaTa BaKuuHauuewn [29]. B Utanuu aty
BaKLUWHY Ha4vanu npumeHsaTb ¢ 2001 r., B pe3ynbrate 4ero
K 2011 r. oxBaT Tpemsl Jo3aMu coctaBnsan 6onee 95% [23].
B nccneposanuun 2019 r., npoBeaeHHOM B . KupoBe, Takxe
OTMEYEHO YTO MPUMEHEHWE MHOTOKOMMOHEHTHbIX BaKLMH
No3BO/INIO 3HAYNUMO YBENUYUTL 00 CBOEBPEMEHHO MpPU-
BUTbIX OT KOK/OWa, ANPTEPUM, CTONOHSAKA, NoanMomuenvTa
M MHEBMOKOKKOBOW MHbEKLMK aeTer K Bo3pacty 13 mec [30].

Pesynbtathbl uccnefoBaHMM UMMYHU3aLWK AeTEN, MPOBO-
AWMbIX B NOCNEeAHWE roAbl B Pa3fIMYHbIX FOpPOAax U permoHax
Poccun [15, 31, 32], a TaKkKe Hallero MHOroueHTPOBOro
nccnepoaHunsa 2020 r. [8] AEMOHCTPUPYIOT Aanekue oT
ONTUMasbHbIX U 3a4acTyl0 KpalHe HU3KKe noKasaTenu npu-
BMTOCTM AeTel OT BaKUWMHOynpaBasembix WMHbeKuun. [Ans
MOBbILLEHWSA OXBaTa BaKLMHaLMENR U MPUBUTOCTM HaceNeHuUs
TpebyeTcs KOMMIEKCHbIM noaxoa. Heob6xoaumo nposeje-
HWe MHOOPMAaLIMOHHbBIX KaMMaHWM, HanpaBAeHHbIX Ha NOBbI-
LleHWe OCBEeAOMJIEHHOCTM O MpeuMyLllecTBax BaKLMHaLMUK
M MNPOCBELlEHME HaceNeHus, a TaKXKe Ha pa3BeuBaHue
MUbOB, BO3HMKaOLIMX Ha GOHE BbICOKOM aKTUBHOCTW aHTH-
NPMBMBOYHOIO ABWMKEHMS, KOTOPbIE MOryT BAWSATb Ha Mpo-
LLeCC NPUHATUSA PELLEHUIN O paHHEN MMMYHU3aLNKN AeTEN MO
rpadury HKIMM [33, 34]. B paae perMoHoB Ba)KHa AefvKar-
Has paboTa C Y4eTOM COoLMaNbHbIX, KYNbTYPHbIX U PEUTN03-
HbIX YOEXIEHUIN HaceneHuns.

O6ecnevyeHne [OCTyNna K aKTyalbHOW MWHOOPMaLUK
M BbICOKOIO YpPOBHA WMHOOPMWMPOBAHHOCTM Bpayven BCeEX
cneunanbHOCTEN NO BONPOcamM BaKLMHONPODUNIAKTUKM TaK-
e ABnaeTcs Heob6XoAMMbIM YCI0BMEM MPUHATUS 06OCHO-
BaHHbIX PELIEHMA O MEAULIMHCKUX OTBOAAxX M MpoBeAEeHWMn
[OroHsaoWen BaKuMHaUMK. XOpowo WHOOPMUPOBAHHbLIE
Bpayu MOryT NpefoCTaBUTb UCHEPTMbIBAIOLLYIO MHPOPMALMIO
0 pWCKax M MpeuMMyLLeCTBaX MMMYHOMPODUAAKTUKK, HTO
MOXET MOMOYb YMEHbWMWTb HEPEWMUTENbHOCTb U TPEBOXK-
HOCTb B OTHOWEHUMW BaKLMHALMN CPEAN POAUTENEN.

[ns NoBbIWEHUA CBOEBPEMEHHOCTM BaKLUMHALMKU BaX-
HOe 3Ha4vyeHue nmeet obecnevyeHme BakuMHaMu B HEO6X0au-
MOM KOJIMYECTBE MyTeM opraHun3aunn abdEKTUBHOM cUCTe-
Mbl IOTMCTUKM M NOCTABOK BaKLMHHbIX MpenapaToB € y4eTOM
TPaHCMOPTHOM MHOPACTPYKTYPbI M PEFMOHASIbHbBIX OCOBGEHHO-
CTew ux pacnpeaeneHms No MeauLMHCKUM yYpexaeHUsam ans
UCKJTIOYEHUS BO3MOXHOCTM OTCPOYKM BaKLUMHALMK NO NpU-
YMHE OTCYTCTBMA HEOOXOAMMOM BaKLMHbI B MEAWULIMHCKOM
yypexaeHun. Bmecte ¢ Tem, nones3HbIMU NpeacTaBnsioTcs
fanbHenwas uMdppoBmn3auma 34paBOOXPAHEHUS U BHeape-
HMEe aBTOMaTM3MPOBAHHOIO KOHTPOASA KayecTBa B ambyna-
TOPHO-MOSIMKNIMHUYECKOM 3BEHE, 4YTO TaKXe HeobxoAnMOo
ans obecneyvyeHnss KOHTPOAS CO CTOPOHbI agMUHUCTPaLMK
NOJIMKIIMHUK U PErMoHabHbIX OPraHoB ynpaBiieHns 34paBo-
OXpPaHEHMEM 3a OCYLLECTBNEHNEM BaKLMHALMW AETEN.



M B 3aBeplieHnEe HEOOXOAMMO OTMETUTb CYLLECTBEHHbIE
pas3nnyuns noxkasatesen NpUBUTOCTU NO AaHHbIM aHann3a
KapT NpodunaKkTU4eCKUX NPUBUBOK [eTEN ¢ UHOPMaLMeENn
B dopmax PCH N2 6, BbiSiBNieHHbIE B XO4€ HalUWX Uccneno-
BaHWW. JTU pas3nnyue yKasbiBalOT Ha LenecoobpasHoCTb
pPeryngpHoro MOHWTOPUHIa LOKYMEHTUPOBAHHOW MPUBUTO-
CTW [ETCKOro HaceneHus. [ng BO3MOXHOCTM €XKerofHoro
KOHTPONA MPUBUTOCTM KaK B PernoHax, Tak U B OTAe/b-
HbIX MEAMLMHCKUX YYPEXAEHUAX U MNOAYYEeHWs [AOCTOBeEpP-
HOW MH)OPMAaLMK NyTEM UCCNELOBAHWUA CM/IOWHON BbIGOP-
KW JeTen pasfiMyHbiX BO3PacTOB HEOOXOAMMO BHeApeHue
3/IEKTPOHHbIX KapT eAMHOro obpasua, TaKKe CcoAepallmx
MHPOPMALMIO O NPUYMHAX MELULIMHCKUX OTBOAOB UK OTKa-
3a OT BaKLMHaLMKU, C BO3MOXHOCTbIO BbIrPY3KW AaHHbIX 415
He3aBUCUMOrO aHann3a nokasartefien NPUBUTOCTH.

3AK/TIOMEHUE

Mo pedynbratam NpoBeAeHHOro uccnegoBaHusa B Pec-
nyénuke bawkopTtoctaH n Pecnybnuke Caxa (FAKytun) otme-
YyeHa 6naronpuatHas TeHAEHUMS K MOBbIWEHUIO NPUBUTO-
CTW aeTen K Bo3pacTty 12 u 24 mMeCc U CBOEBPEMEHHOCTH
BaKUMHaLWKW feTen mnajlwero Bo3pacta B pamkax HKIM.
Pe3ynbraTbl Halero nccneaoBaHus CBUAETENbCTBYIOT O TOM,
4YTO aHaNU3 NepPBUYHON MEANLIMHCKON JOKYMEHTaLmn (KapT
npodUNaKTUYECKMX MPUBUBOK) NO3BONSET NONYy4YnUTb Bonee
JOCTOBEPHYIO MHOMOPMALMIO O COBPEMEHHOW MpaKTUKe
PYTUHHOM BaKLUWHaLKUW [eTel B CpaBHeHWM ¢ dopmalib-
HbIMW AaHHbIMK dopm PCH N2 6. BHeapeHue B MPaKTUKY
MNO3UTUBHOIO ONblTa MPUMEHEHUS MHOTOKOMMOHEHTHbIX
BaKUWH Y OOHOBPEMEHHOM WMMMYHMU3ALMW HECKONbKUMMU
BaKLUMHaMKM B paMKax PYTMHHOW Mporpammbl MO3BOJSET
KapAuWHallbHO WM3MEeHUTb YPOBEHb MPUBUTOCTU AETCKOro
HaceneHns n Heo6XoANMO AN MPAKTUYECKOro AOCTUKEHUS
ONTUManbHOro oxBaTa BaKuMHaunen Hanbonee ya3BUMOK
ANS BaKUMHOyNpaBasgeMblX MHPEKUUMn BO3PacTHOM rpymn-
NMbl. MOHUTOPWHT YPOBHS JOKYMEHTUPOBAHHOW NPUBUTOCTH
M CPOKOB BaKUWHauUWKM peTen no3Bonser apPeKTUBHO
KOHTPOJSIMPOBATb KA4€CTBO PYTUHHOW UMMYHU3aLUN LETEN.
B TO ke Bpemsa C Lenblo 0GBLEKTUBHOIO aHanu3a Kade-
CTBa BaKUMHOMPOOUNAKTUKKM U ONpeaeneHns peanbHOro
YPOBHS 3alUuTbl AeTen OT BaKLMHOYNPaBASEMbIX UHOEK-
LW HeobxoAMMO NpoBedeHWEe CEeposiIorMYecKux uccne-
[OBaHUM YPOBHA HAaMPAXEHHOCTU MOCTBaKLUMHANBLHOIO
UMMYHHTETA.
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KAMHU4YecKoe TeyeHue
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0O6ocHoBaHHe. MeTtunamasoHoBas aungypus (MMA) — peakoe 3abosieBaHME M3 rpyrrbl HACAEACTBEHHbIX 60/1€3HEN 0O6Me-
Ha BelyecTB. KnnHnyecKkasi KaptuHa MMA rnoimmopgHa n BMeCTe ¢ TeM CX04Ha C NposiBAEHUAMMN APYrUX HapyLLEHUH obme-
Ha BelecTB. [ AgnarHoOCTMKU 3abos1eBaHusl HEOO6X0AUMbI OnpeaeneHne crneynpmu4eckux MetTaboanToB B 6MOI0rM4ECKUX
KUAKOCTSAX, a@ TakKe MpoBeAEeHNE MOJIEKYISIPHO-reHeTNYeCcKoro obcaeoBaHns. CBoOeBpeMEHHas! AMarHoCTMKa BO MHOMOM
onpeaensietT 3PPEKTUBHOCTb JIEYEHUST U, KaK C/ie[CcTBMe, NporHo3 pa3sutuss MMA. OnucaHue KINMHUYECKUX CJlyYaeB.
Y aByx cnécoB ¢ MMA, Bbi3BaHHON HEAOCTATOYHOCTbIO MeTUMaIoHn-KoA-myTasel (OMIM #251000), BbisiBAeHa Aynau-
Kauumsi chr6-49459106-T-TA: NM_000255.4¢.360dupT (p.Lys121fs) B roMO3MroTHOM COCTOSIHMM B 3K30He 2 reHa MMUT.
Y nepBoro pebeHKka 3abosieBaHne AMarHOCTUPOBaHO Ha (OHe pa3BUTUS METabOoIMHYECKOIro Kpm3la, peasn3almnsi KoToporo
rnpusesia K HeobpaTUMbIM U3MEHEHNSIM CO CTOPOHbI OPraHoB U CUCTEM U rnbesan. [JuarHo3 y BToporo cubcea 6bls1 ycTaHOBAEH
aHTeHaTaslbHO, a Teparusi Ha4yaTa ¢ NepBbIX CYTOK XN3HW. 3a 5 mec HabilogeHns 3a NauueHToM oTMedYaeTcs 61aronprsTHoe
K/IMHMYECKOe TedeHme 60s1e3HN. 3aKnryeHune. CBoeBpeMeHHas gnarHoctmka MMA (aHTeHaTasibHas uian B Xo4e HeoHaTa/lb-
HOro CKpUHUHra) IBASIeTCs HEOBXOAMMbIM YC/I0BUEM 3(PPEKTUBHOIO JI€YEHNS U OTHOCHUTEIbHO 671aronpuUsTHOrO NMpPorHo3a
151 )KM3HM MAaAeHLEB.

Knro4yeBble cnoBa: MeTUAMaOHOBas auuaypus, opraHM4eckue aumaypmm, HacieacTBeHHble 601e3HU 06MeHa BeELECTB,
K/IMHUYECKUI Clly4an
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Clinical Course of Methylmalonic Aciduria in Siblings:
Two Clinical Cases

Background. Methylmalonic aciduria (MMA) is a rare disease from the group of hereditary metabolic diseases. The MMA clinical picture is
polymorphic and meanwhile similar to other metabolic disorders. Determination of specific metabolites in biological fluids and molecular
genetic testing are crucial to diagnose this disease. Timely diagnosis mainly determines the treatment efficacy and, therefore, the prognosis
of MMA development. Clinical case description. Two siblings with MMA caused by methylmalonyl-CoA mutase deficiency (OMIM #251000)
have shown duplication chr6-49459106-T-TA: NM_000255.4¢.360dupT (p.Lys121fs) in homozygous state in exon 2 of the MMUT gene.
The disease was diagnosed in the first child with underlying metabolic crisis that finally led to irreversible changes in organs and systems and
lethal outcome. The diagnosis in the second child was established antenatally, thus, therapy was initiated from the first day of life. Favorable
clinical course of the disease was observed during 5 months of follow-up. Conclusion. Timely MMA diagnosis (antenatal or during neonatal
screening) is crucial for effective management and relatively favorable life prognosis for infants.

Keywords: methylmalonic aciduria, organic acidurias, hereditary metabolic diseases, clinical case
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OBOCHOBAHME

MeTtunmanoHoBasa auungypus (MMA) — reHeTU4YecKu
reTeporeHHoe HacnefctBeHHoe 3aboneBaHuMe U3 rpynnbl
OpraHUYyecKmx aumaypun, Bbi3BaHHOE BJI0KMPOBaHMEM Mpe-
o6pazoBaHung meTnamanoHmnn-KoA B cykumnHun-KoA n nocne-
AYIOWNUM HapylleHueM MeTabonuMamMa psga aMUHOKUCIOT
(n3onenumnHa, BaNMHa, TPEOHMHA, METMOHMWHA), XMPHbIX
KUCNOT C HEYETHbIM YWUCIOM aTOMOB yriepoja U xonecrte-
puHa [1]. PacnpoctpaHeHHocTb MMA B cTpaHax 3anagHomn
EBponbl Konebnetcs ot 1 Ha 48 Tbic. o 1 Ha 61 Tbic. Hace-
nenud [2, 3]. B Poccuitckon depepaunn Yyactota 3abonesa-
HUS He onpeaeneHa [2].

BbipensaoT B,,-pe3UCTEHTHYIO (K Tepanuu BUTaMUHOM)
n By,-uyBcTBUTENBHYIO hopMmbl MMA, a Takke MMA ¢ romo-
umcTuHypuen [4]. Jo 60% cnyyaeB 60/1€3HM NPeLCTaBAAOT
co601 B,,-pe3uncteHtHyio popmy MMA, Bbi3BaHHYIO NOHbLIM
WAN YaCTUYHbIM AeduumMToM MeTuamanoHun-KoA-mytasbl
(mogtTvnbl MutO M mut— COOTBETCTBEHHO), KOTOpas Koau-
pyetcad reHom MMUT (6p21) [5]. OnucaHbl 3 BapuaHTa
B,,-vyBcTBUTENBHOM dopMbl MMA: cblA, cblB n peduumnt
MetTunmanonun-KoA-anumepasbl [4]. Hanbonee yacto cpe-
an By,-4yBCTBUTENBbHBIX GOPM BCTpevaeTcs BapuaHT cblA
(0o 25% Bcex cnydaeB MMA), Bbi3BaHHbIA HELOCTaTOYHO-
CTbto KOGanamuHa A B peaynbrate n3meHeHun B reHe MMAA
(4931). Okono 12% cny4aeB B,,-4yBCTBUTENLHOW HOPMbI
MMA npuxoanTcs Ha BapuaHT cblB, 06yCNOBNEHHbIN HEAO-
CTAaTOYHOCTbIO KOGanamuHa B B pesynbrate M3MEHEHWUN
B reHe MMAB (12g24) [5]. MMA, Bbi3BaHHaa gebuuMTOM
MeTunmanoHun-KoA-anumepasbl, CBA3aHa C U3MEHEHUAMM
B reHe MCEE (2p13.3) n oTHOCMTCH K peakum dopmam
MMA (4acToTa 3ab6oneBaHus He ycTaHoBneHa) [4]. KpanHe
peako (4actoTa He onpeaeneHa) passutne MMA o6ycnoB-
neHo myTaumen B reHe CD320 (19p13), KOTopbIn KoaupyeT
peuenTop TpaHcko6anamuHa [6]. MMA ¢ roMouUMCTUHYpHUEN
TaKkxe BKAo4aeT 3 dopmbl 3aboneBaHus: chlF (Bbi3BaHa
n3MeHeHuamMn reda LMBRD, 6q13) [7], cbID (n3meHe-
Hug reHa MMADHC, 2q23.2) [8] n cbIC (M3MeHeHUs reHa
MMACHC, 1p34.1) [2, 9]. Ana Bcex dopm MMA xapaKTepeH
ayTOCOMHO-PELLECCUBHBIN TUN HacnegoBaHua [4].

Mo cpoKkam MOsIBNEHUSA KIMHUYECKMX cumnTomoB MMA
pasnuyaloT HeoHaTalbHYl0, MJAAEHYECKYIO W MO3AHIO
dopmbl 60ne3HM [2]. OCHOBHbIMW MNPOSIBNEHUAMWU ONK
Bcex dopm MMA aBASIOTCA MPU3HAKU MOPaXKEHWUST HEpB-
HOW CUCTEMbI, MHTEHCUBHOCTb KOTOPbIX ByaeT 3aBUceTb OT
CPOKOB MaHudecTauumn 3aboneBaHns. [na HeoHaTalbHbIX
N MNageH4YecKkmMx GOpPM XapaKTepHbl BblPaXEHHOE yrHeTte-
Hue LIHC BnaoTb 4O KOMbI, CYyAOPOXKHbIN U BHYTPUYEPENHON
remopparmieckum cuHapomsbl [2]. MNMosagHue dopmbl nmetoT
6onee MArkoe Te4eHune, NPosiBNAIOTCS 3afEPHKKOMN YMCTBEH-
HOro M (GU3MYECKOro PasBUTUS, CYAOPOraMu, MbllLEYHON
AVMCTOHWEN, ABUratenbHbiMK paccTponctBamu [10]. Cneayet
yYuTbIBaTb, 4TO NaumeHTbl ¢ MMA He nMetoT MaTorHOMOHMY-
HbIX CUMNTOMOB, B CBfI3Y C YEM [AMarHoCcTMKa 60ne3Hu 6e3
onpegeneHns cneunduyecknx nabopaTtopHbiX MapKeEpPOB
HEBO3MOXHa [2].

[na onarHoctnkn MMA Heo6x0auMMO NPOBOAUTbL M3Me-
pEeHME KOHLEHTPaLMMU aMUHOKUCIOT M auUWIKapPHUTUHOB
METOOM TaHAeMHoOW Macc-cnektpomeTpun [11]. C aHBaps
2023 r. B Poccuickon deaepauunm BHeAPSETCA PaCLUMPEH-
Hasi mporpaMma CKPWHWHIra HOBOPOXAEHHbIX Ha 36 3ab6o-
neBaHu, B ToM 4ucne Ha MMA [12]. Ons BbINOAHEHMS
nccnegoBaHusa MCnonb3ytoT 06pa3lbl BbICYLIEHHON KPOBM,
B3ATble Ha CTaHAAPTHYIO KapTouKy-punbtp Ne 903. ns MMA
XapaKTepHbIM SBASETCA NOBbILWEHWE KOHLLEHTPaL MK NPOonu-
OHWNKapHuTHHa (C3) > 6,8 MKM/n [4]. OoHaKO B HEKOTOPbIX
cnydaax npu MMA KoHueHTpauma C3 MOXeT ObiTb B npeae-
nax pedepeHcHblX 3HaveHnn (< 6,8 MKM/n) nMbo noBblwe-

Hue C3 ABNSEeTCs NOXKHOMOMOKUTENbHBIM. TaK, NpU OLEHKe
TONbKO MoKasaTtensa C3 6e3 yyeTa COOTHOLEHWW auuikap-
HUTUMHOB YacToTa JIOXKHOMOMOKMTENbHbBIX TECTOB AOoCTUrana
0,03% oT o6llero Konuvyectsa NPOBEAEHHbIX TECTOB, Mpu
3TOM JIOXKHOMONOXKMUTENbHBIMU BblIM MPU3HaHbI 26% nono-
XUTeNbHbIX TecTtoB [13]. BeBuay atoro ans 6osee TOYHOM
anarHoctkn MMA Heo6xoaMMOo onpeaensiTe U COOTHOLLIEHNUS
aLMNKAPHUTMHOB, Hanbonee 3Ha4YMMbIM M3 KOTOPbLIX ABNSA-
eTca noBblleHne cooTHoweHua C3/C2 > 0,22 [4]. Takxke
pexkoMeHayeTca onpeaensTb cooTHoweHuns C3/C0O, C3/C16,
C3/Gly unn C3/Met [14]. AuddepeHunanbHyto anarHoCTUKY
npv nogo3peHnn Ha MMA npoBoASaT ¢ NPONMOHOBOW aunay-
pren n B, ,-0ePpULUTHBIMU COCTOAHUSAMM, AN KOTOPbIX TAKKe
XapaKTepHO NoBbllEeHNEe KOHUeHTpaunn C3 [15].

Mocne o6HapyKeHUs MOoBbIWEHHON KOHUeHTpauun C3
Heo6Xx0AMMO NPOBECTU NOATBEPKAAIOLLYIO AUArHOCTUKY [2].
Ha nepBom 3Tane BbINOAHAETCA NOBTOPHOE onpeaeneHune
CMEeKTpa aMUHOKMCNOT U aUUIKApPHUTUHOB B KPOBU B MEX-
pernoHanbHOM MeanKO-AnarHocTuyeckom LeHTpe [4]. B cny-
Yyae BTOPOro MONOMKMUTENbHOIO pesynbrata 6MoN0rMYecKni
MaTepuan pebeHKa HanpaBnseTcsa B pedepeHc-LeHTp ansd
onpeaeneHns KOoHUEeHTpauuu auuaKapHUTUHOB M FOMO-
LMCTENHA B MNNa3Me KPOBM, a TaKXKe OpPraHMyYecKMx Kuc-
0T B MoYe (MeTunmanoHoBas, 3-rMapOKCUMNPONMOHOBaS,
METUNNMMOHHAsA, 3-TMAPOKCU-N-BanepnaHoBas KUCNOThI,
METULUMTPAT), NOBbILIEHNE KOHLEHTPALMKN KOTOPbIX TaKkKe
yKa3blBaeT Ha Hanndyne MMA [4]. Ansa noaTBepKAEHUS anar-
HO3a PEKOMEeHAYeTCSH MPOBOAUTb MONEKYISPHO-reHeTHye-
CKOe wuccnefoBaHWe METOAOM CEKBEHUMPOBAHWS HOBOMO
nokosneHunsa (NGS) ¢ ncnonb3oBaHMEM MYNbTUIEHHbIX NaHe-
nen onga o6HapyeHus nameHeHun B reHax MMUT, MMAA,
MMAB, MCEE, CD320, LMBRD, MMADHC u MMACHC [2].
Ecnn nameHeHnss reHoB 3TMM METOAOM He 6yayT o6Hapy-
EHbl, PEKOMEHAYETCS MPOBECTM MOSHO3IK30OMHOE CEKBe-
HUpoBaHue [2].

OcHoBHOM npuHUMN nedyeHns MMA — orpaHu4yeHue
noTpebsieHns HaTypanbHOro 6efKa C Leblo YMEHbLUIEHUS
NOCTYNNEHUSA NaTOreHeTUYEeCKUM 3IHaYUMbIX aMUHOKMUCAOT
3a CYET UCMONb30BaHUSA CNeLNanM3npoBaHHbIX MPOAYKTOB
NUTaHUS, KOTOpblE HE CoAep)KaT B CBOEM COCTaBe M30/ew-
LUMHa, BalnHa, METMOHMHA U TpeoHuHa [4]. Kpome aueTsbl
nieyeHne BKIOYaeT MeTabonnyecKyto Tepanuio U BUTaMu-
Hbl. B KayecTBe MeTabonnyecKon Tepannun pekoMmeHayeTcs
Ha3Ha4yaTb KapHWUTWH W TIWUMH ANS CBA3bIBAHWS MPOMMO-
HOBOro pagukana [5]. LmaHoKo6anamMuH Ha3HavyaeTcsa npu
noaTeepxaeHnn B,,-3asncumon popmbl MMA [2]. C Lenbio
nogaBneHnss o6pasoBaHMa NPOMNMOHATOB MO4 BAUSHWEM
MU3HEeOesaATeIbHOCTU KULWEYHOW MWKPOOMOTbI MOKa3aHbl
Kypcbl aHTMGaKTepuanbHOW Tepanuu npenapartamum MeTpo-
HMOA30/1, aMOKCULUMWJIMH WK KOo-TpuMoKcason [2]. Mpwu
BO3HWKHOBEHMM MEeTaboNMYECKOro KpM3a nokasaHa oTMe-
Ha 6enKa, HO He gonblwe 4yem Ha 48 4 [5]. B 310 Bpems
KopMieHne pebeHKa NpoBOAMUTCA C UCMONb30BaHWEM cre-
LiMann3npoBaHHbIX CMECEN, HE cofep)Kallnx M3onenLmHa,
METUOHUHA, TPEOHWHA U BanuHa, TM60 KOPMIEHUE OTMEHS-
eTCs M NPOBOAMTCA MHODY3WA TMIOKO30-CONEBbLIX PACTBOPOB
B HenpepbiBHOM pexume [5]. Kak npaBuno, metabonunye-
CKMI KPU3 COMPOBOXAAETCA rMnepamMmmMoHMEMUEN, KOPPEK-
LM KOTOPOW NPOBOAMTCS C UCMOAb30BaAHWEM MpenapaTtos,
CBSA3bIBAOWMX aMMUaK (KapriymoBas KucnoTta, 6eH3oar
HaTpUS); MPU OTCYTCTBUU NONOKUTENBHON AUHAMMUKM U BbICO-
KMX 3Ha4YeHUsIX aMMOHWMSA KpoBM (Bbllwe 250 MKMOb/N)
noKasaHo MnpoBefeHWe remoguanusa unu remodunbrpa-
umu [5]. Y meTtabom4ecKn HecTabunbHbIX NaLMEHTOB (N10X0
KOHTPOMpyeMble MeTaboMYeCKUE HapYyLWeHUS C YacTbiMU
anM3o04amu MeTaboMyecKoro Kp1sa, KOTopbln NposiBaseT-
CAl PE3KUM yXy[lleHWMeM CamMo4yBCTBUSA, METabONNYECKUM
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E Clinical Observation

KnuHunyeckKoe Ha6noaeHue

auMao3omMm, runepaMMoHnemunent [1]) nokasaHbl TpaHcnaaH-
TauMa MNeyvyeHn WAM KOMOMHMPOBAHHAs TpaHchaaHTauus
neyeHn u noyvyek [16]. [epCneKTUBHbLIM HanpaBieHneM
neveHns MMA gaBnsieTcsa reHHas Tepanus [17].

K HacTosilieMy BpemMeHn BOMpOChl BeAeHUs MalueHTOB
¢ MMA Tpeb6yloT AanbHEWWEro M3y4yeHusl, Tak KaK OKOJo
50% peten ¢ MMA, BbISIBIEHHbIX B pe3y/ibTaTe CKPUHUHra
HOBOPOX/AEHHbIX, UMEIOT KIMHUYECKUE MPOosiBNEHNS 60nes-
HW, B NEpBYK o4yepeab B BUAE HapyLEHWUS HEPBHO-MCUXM-
yeckoro passutus [18], npu 3ToM Mcxod 60NEe3HU Yy AeTen
C OAMHAKOBbIMW MaTOreHHbIMWM BapuaHTaMW FEHOB MOXET
ObITb pasHbiM [18]. o 2023 r. B Poccuiickon deaepaumnn
anarHocTnka MMA 6bi1a BO3MOXKHa TONbKO Mpu MaHudecTa-
MM 3ab60neBaHus, 4TO 3HAYMTENbHO YXyALLIano NporHos [19].

KnuHunyeckoe TevyeHne MMA, AMArHOCTUPOBAHHOM
nocne maHudecTtauun 3aboneBaHns, ONMCaHO B HECKOSb-
KUX POCCUHUCKMX paboTax [20-22]. MX OCHOBHOW LENblO
ObIN0 YyKa3aTb, KaK 3anogo3puTtb 60ne3Hb. BHeapeHue pac-
LUMPEHHOrO HEoHaTanbHOro CKpMHMHra Ha MMA nameHunno
cuTyaumto. B HacToswee BpeMs B GOJbLIMHCTBE ClyvyaeB
Bpa4y O6ygeT MMETb AEeN0 C YKe YCTAaHOBJMIEHHbIM AMarHo-
3o0m MMA. Bonpoc TpyaHOCTU AMArHOCTUKW yllen Ha BTO-
por nnaH. BmecTte ¢ TeM aKTyanbHOCTb NpUobpenn BOMpo-
Cbl, CBfi3aHHble C paHHeW [AWarHOCTUKOM U JNeYeHUeM.
HackonbKko paHHee BMeLWaTenbCTBO MEHSET MPOrHo3 Ans
60/1€3HMN U XKM3HM NauneHToB? Kak meHsoTca nabopartop-
Hble nokadatenn MMA Ha ¢oHe nevyeHus? B aTton cBA3u
Lenblo HacToswen paboTbl ObINO NPEeACTaBNEHNE KIIMHUKO-
nabopaToOpHON XapaKTepuUcTMKkM nauymeHta ¢ MMA nepBbix
MECSILLEB XM3HU B Cny4yae NPEBEHTMBHO HayaTon Tepanuu
B CpaBHEHMM C TedyeHnem 3aboneBaHus (y cubca) B cuTya-
LMn MeTaboIM4ECKOro Kpusa.

KNUHUYECKHUIA NPUMEP N¢ 1

Poautenu peten no HaLUMOHANbHOCTM TAAMWKK, Mame
Ha MOMEHT poXaeHus nepBoro pebeHka 20 neT, oTuy —
23 roga. O6a poautens cymtatoT cebs 300poBbiMU. CoCTOAT
B KPOBHOPOACTBEHHOM O6pake, ABASIOTCS TPOKPOAHLIMU
nonycnbcamu: 6abylwKka oTua No MaTtepu 1M gea maTtepu no
OTUYy — OeTu OJHOM MaTepu B ee pa3Hbix 6pakax. [epBas
6epeMeHHOCTb HacTynuna y maTepu B Bo3pacTte 19 net
M 3aKOH4YMNIacb BbiKMAbIWEM Ha cpoke 4-5 Head. [lo pox-
[eHus nepBoro pebeHKa MeAUKO-reHeTMYEeCKoe KOHCY/lb-
TMpPOBaHWE CEMbM He MPOBOAMAMU, TaK KaK MHPopmauus
0 poAcTBe poauTenen He aduwMpoBanacsh.

O nauueHTte

BTopas 6epeMeHHOCTb MpoTeKana C yrpo3ou npepsbl-
BaHWS Ha paHHMX CPOKax, MpoBoAMnacb Tepanus npo-
rectepoHoMm. Bo BTOpon nonoBuHe GepPeMEHHOCTU pPa3BU-
INCb aHEeMUS NEerkom crteneHu, uedanrniyeckum CUHOPOM,
nepMaHeHTHOe Te4YyeHWe BEereTocoCyanMcTon [AUCTOHMM,
HEeO4HOKpaTHble OCTpble pecnupaTopHble MHeKuunn. Ha
y4eTE B XKEHCKOW KOHCyNAbTaLuM MaMa cocTossia ¢ 8 Hen.
YnbTpa3ByKOBOM CKPUHUHI NPOBOAMIN B AEKPETUPOBAHHbIE
CPOKM, MaToNorMun He BbiSiBAEHO. Poabl onepaTMBHbIE B CBS-
31 C Ta30BbIM MNpeasexaHnemMm BHYTPUYTPOOHOro pebeHKa
Ha cpoke 39-40 Hea. Poaunca ManbyuK, macca Ttena —
3070 r, annHa Tena — 50 cm, oueHKa no wKane APGAR —
6/8 6annoB. CocTosiHME NOcCNe POXKAEHUSA CpeaHeTsKenoe
no MNpUYMHE MepeHeceHHon acPuKcun B popax. PebeHoK
Haxoauncs B AETCKOW nanaTe, He TpeboBan AOMNOSHUTENb-
HOWM AOTaLMW yBNAXKHEHHOIO KUCNOPOAa, KOPMEHWEe NpPoBo-
Onnocb U3 GYTbIIOYKKM adanTUpPOBaHHOM MOIOYHOW CMECHIO
no G1U3NoN0rM4ecKon NoTPeBbHOCTH (B CBA3U C HAXOXKOEHMU-
eM mMaTepu pebeHKa B peaHMMaLuu rnocne onepaTuBHOIo
poaopaspeLleHns).

dusukanbHaa guarHocTuKa

Ha 2-e cyT }XM3HM OTMEYEeHO BSANOe cocaHue pebeHKa,
[OMONHUTENbHOIO 06CNeJ0BaHNSA Ha 3TOM 3Tane He NPoBoO-
avnn. Ha 3-u cyT K3HU 3aduKcMpoBaHa oTpuuaTenbHas
AVHaMKKa B COCTOSIHMM MafbyinKa, BbiI3BaHHAsA YrHETEHUEM
LleHTpalbHON HEePBHOM CUCTEMbI M AbixaTelbHOW HeJocTa-
TOYHOCTbIO. OTMEYanu BSANOCTb M MbIWEYHYID TMNOTOHUIO,
PEe3KOe CHWXEeHWe ABUraTenbHOW aKTUBHOCTW, TaxWMMHO3
C YyacToTon AbixaHus Ao 70/MUH, y4acTue BCcroMoratenbHom
MYCKynaTypbl B aKTe [AblxaHus. PebGeHOK 6bin nepeseneH
B OTAeNleHne peaHuMmaumu. JTabopaTopHO Ha 3-M CyT KK3-
HW OTMeyeHbl fierKoneHns — 6,96 X 109/n (Hopma Ang
JaHHoro Bospacta 9-21 X 109/n) 6e3 casura nenKouUu-

TapHbln dopmynbl BNeso (muenountol — O, toHble — O,
nanoYykosgepHole HenTpodunbl — 2, CErMeHTosAepHble
HenTpodunbl — 56, MOHOUMUTbI — 6, NMMOLNTEl — 36,
303MHOGUAbI — 0); runornMkemua — 2,99 Mmonb/n

(Hopma 3,3-5,5 MMOSb/N); NOBbIWEHNE KOHLEHTPALIUK
C-peaKktnBHOro 6enka go 8,33 wmr/n (Hopma < 5 wmr/n).
[lo gaHHbIM peHTreHorpadun OpraHoB FPYAHOM KIETKM —
KapTUHa MHOWIbTPATUBHbIX UBMEHEHUI 0O0MX NETKMX.

MpeaBapuTenbHbIN AUArHO3
BHyTpHyTpO6GHas MHOEKLMS, HEYTOYHEHHOE HapylleHne
o6MeHa BellecTB.

AuHaMuKa 1 Ucxopabl

Ha 3-1 CcyT XM3HKM HayaTa HeMHBa3MBHaAs BEHTUNALMS
NIETKMX, OTMEHEeHa 3HTepanbHas Harpy3ka, napeHTepasib-
HOe MWTaHMe MPOBOAWMIOCH C YMEHbLIEHWEM [03bl 6enKa
[0 1 r/Kr/cyT, Ha3Ha4YeH Kypc 3IMMUPUYECKON KOMOBUHMUPO-
BaHHOM aHTMGaKTepuanbHOW Tepanun npenapataMn amnu-
LUMANINH/CyNb6aKTaM B COYETAHMUM C aMUKaLMHOM.

Ha 4-e cyT }Xn3HM OTMEYEHO NPOrpeccuBHOE yxXyalleHne
COCTOSIHUA: YrHEeTeHWe CO3HaHWA A0 KOMbl, HapacTaHue
AblXxaTeNbHOW HeLOCTaTOYHOCTU, peanu3auns CyaoPOXHOro
cUHApOMa B POpPME MMOKIOHUYECKUX MYSbTUDOKaNbHbIX
cypopor. Pe6eHOK nepeBefeH Ha annapaT MCKYCCTBEHHOM
BEHTUNALMM NIETKMX, HaYyaTa NPOTUBOCYAOPOXKHAA Tepanus
KoM6U1Hauuen muao3anam + peHobapbutan. Baar obpasel,
KPOBM ANS TaHAEMHOM MacC-CMeKTpoOMEeTpuu C LeNbio onpe-
[eNneHns coaepaHnsg aMMHOKUCIOT M aUMIKapHUTUHOB.

K 5-M CyT KM3HM KOHCTaTMPOBAHO JanbHewnLlee yxyale-
HWe COCTOSIHMA pebeHKa, pa3BuACA CUHAPOM MOJMOPraHHOM
HeJocTaTo4yHOCTM — KoMa lll, HapacTaHWe HeaOCTaTOYHOCTH
[OblXaHWs U KpoBooGpalleHus. JlabopaTopHo Ha 5-e cyT npo-
rpeccupoBaHue nenkonexdunn go 1,35 X 109/n 6e3 casura
NlerKoumTapHbin Gopmynbl BNeEBO. B GMOXMMUYECKOM aHa-
iM3e KpoBW runepravkeMuns — 7,45 mmonb/n, runokanue-
vmua — 2,84 mmonb/n (Hopma 3,6-6,1 MMOnb/n), runo-
HaTpuemuns — 128 mmonb/n (Hopma 132-147 mmonb/n),
NOBbILWEHNE KOHUEHTpauMn MovyeBMHbI A0 11 MMOAb/n
(Hopma 1,5-7 MMOAb/N) U KpeaTuHUHa Jo 176 MKMOnb/n
(Hopma 18-80 MKMO/b/1), NOBbILIEHWE aKTUBHOCTH acnap-
TaTamuHOTpaHcdepasbl Ao 246 Ea/n (Hopma 0-77 Ep/n)
npy¥ HOPManbHOW aAKTMBHOCTU aNaHWHamMuHOTpaHcdepa-
3bl — 45 En/n (Hopma 0—-54 Ef/n), NOBbIWEHWE aKTUBHOCTHU
NnaKkratgeruaporenassl o 1334 Ea/n (Hopma 0-451 Ea/n),
NnoBbIlEeHWEe KOHLEHTpaLnun nakrtata o 7,1 Mmmonb/n (Hop-
va 0,5-2,2 mmonb/n). B aTOT e AeHb NPOBEAEHO Tpex-
KpaTHOe U3MepeHne KOHUEHTpauuu aMmMmuaKka B KPOBHM, Ha
aMMOHMMeETpe 3aduKcMpoBaH ypoBeHb HI, 4yTo cooTBeT-
CTBYET KOHUEHTpauun ammnara Bbiwe 400 MKr/an (Hopma
fo 150 mMKr/gn). YuutbiBas TAXECTb COCTOSHWUS, BbICOKYIO
KOHUEHTPauMio aMmMUaKa, HavyaT nepuToHeanbHblM AUann3
B COYETaAHWU C MPUMEHEHMEM aMMMaK-CBSA3bIBalOWMX Npe-
napaTtoB (nepopasibHO 6eH30at HaTpua 250 Mr/Kr/cyT).



Puc. 1. XpoHONormsa oCHOBHbIX COBbLITUI, KNMMHUYECKU npumep N2 1
Fig. 1. Key events, clinical case N2 1
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[Mlo paHHbLIM  TaHAEMHOM  MacC-CNEKTPOMETPUH,
NOMy4EeHHbIM Ha 6-e CYT KW3HW, BbIBNEHO MOBbIWeE-
HMWE KOHLEHTpauuu anaHuHa Ao 950 MKMoOnb/n (HopMma
141-741 MKmMoOnb/n), nenunHa — 1598 MKMonb/n (HopmMa
30-380 MKmoOnb/n), TMpo3nHa — 501 MKMOnb/n (Hopma
10-300 mKmonb/n), BanuHa — 1303 MKMOnb/n (HopMa
35-360 mMKmonb/n), ruunHa — 1088 MKMONb/N (HOp-
Ma 100-1060 MKMONb/N), NPONUOHUNKApPHUTUHA (C3) —
9,8 MKMoOnb/n (Hopma 0,2-6,8 mkmonb/n), C3/C2 — 0,7,
CHWXXEHWEe KOHLEeHTpaumn cBoOGOAHOrO KapHuTMHa (CO)
no 2,7 MKmonb/n (Hopma 8-90 MKMonb/n). AHanu3 Kpo-
BM Ha aMWHOKMUCAOTbI U auMNKapHUTUHbLI Gbla BbIMOAHEH
Ha (OHE MHTEHCMBHOMO /IeYEHMS, YTO 3aTPYAHMIO WMHTEpP-
npeTauuio MNOMAYYEHHbIX pPe3ynbTaTtoB, M He MNO03BOAUA
BblCTaBUTb AnarHo3 MMA, TaK KakK, NOMWUMO MOBbILLIEHUS
KOHLUEeHTpaumnn C3, 6bl10 BbISBIEHO M JIOXKHOE MOBbILLE-
HWE KOHUEHTpaLMM HEKOTOPbIX aMUHOKWUCAOT. B 3TOT e
JEHb Ha QOHe /leYeHus, BK/IIOYABLLEro MepUTOHeaNbHbIV
AWanun3, OTMEYEHO CHWXEHWE KOHLEeHTpauuu ammuaka
[0 181 mKr/an. B aTon ¢BA3W Ha4vaTbl SHTEpasibHOe KopMiie-
HUe cMecblo «<HyTpureH 14» (MeTunManoHoBas u NponmnoHo-
Bas aumnaypus), KobaktopHas Tepanus LnaHoKo6anaMmHoOM
1 mr/cyT u KapHutuHom 300 Mr/Kr/cyT.

K 9-M CyT *M3HW MOSIBUAUCH MPU3HAKW OTEKa rofos-
HOMO MO3ra C KPUTUYECKMM HapylleHWeM LepebpanbHoro
KpoBoToKa. K 11-M CcyT »M3HM 3aBeplleHa npoueaypa
nepuToHeanbHOro AMann3a B CBA3M C NPOrpeccMpoBaHneM
[OBC-cuHapoma. Ha 12-e cyT *KU3HW OTMEYEHO KpUTHUYECKoe
HapacTaHWe pecnupaTopHbIX, FEMOAMHAMWUYECKMX, reMaTo-
NIOTMYECKMX, METAB0IMYECKMX HapyLWEHW, YTO MOBAEKNO 3a
Cco60M BbIpaXKEHHOE YrHeTeHWe cepaeyvyHOW OesTeNbHOCTU
40 acuctonmu. [poBefeH KOMMAEKC peaHUMMauMOHHbIX
MeponpuaTun, 6e3 addekta. unarHoctmupoBaHa 6MONOMU-
yeckasi cMepTb pebeHkKa.

OKoOHYaTenbHbIM AgnarHo3 MMA 6blf1 yCTaHOBEH Mnocne
rméenun pebeHka. PesynbraT aHanM3a MOYM Ha OpraHu-
YeCKMe KWUCAOTbl MOflyYeH NMOCTMOpTanbHO. B Moye pesko
NOBbILWEHbl KOHLLEHTPaLMM METUIMANIOHOBOM KMCNOTbl — A0
6292 MMob/MONb KpeaTUHMHa (Hopma 0—2 MMONb/MOJb
KpeaTWUHMHA) U B MEHbLUEN CTEeNeHU MeTuauuMTpata — Ao
72 MMONb/MONb KpeaTuHUHa (Hopma O0-12 mMMofb/MONb
KpeaTuHWHa).

Mpu KM3HU pebeHKa ob6pa3seL, ero KpoBu 6bin OTrpaBfeH
AN MONEKYNSPHO-reHeTMYECKOro nccneaoBanns B Meanko-
reHEeTUYECKMN Hay4dHbIM LEeHTp uMM. akad. H.I. boukoBa
(r. MockBa). MeTogom MaccoBOro napanfiefibHOro CEKBEHU-
poBaHus npoBeaeH aHannsa 587 AaepHbIX FEHOB, aCCOLMU-
POBaHHbIX C pa3BUTUEM HacNeaCTBEHHbIX 60/1e3HEN 0OOMEHa
BELECTB, N0 pe3dynbTaTaM KOTOPOro B 3K30He 2 reHa MMUT

BbISiIBJIEHA HYK/NeoTuaHas BcCTaBKa chr6-49426819-T-TA;
NM_000255.4:¢.360dupT (p.Lys121fs) B rOMO3UIrOTHOM
coctosaHMKU. Takke nposeaeHa AHK-anarHoctuka pogute-
nen; MeToaom MnpsiMOro aBTOMAaTUMYECKOro CEeKBEHWMPOBa-
HMs no CeHrepy npoaHanuM3uMpoBaH 9K30H 2 reHa MMUT
C uent noucka mytaumun c¢360dup (p.Lys121Ter). Y o6ounx
poauTenen AaHHbIM BapuaHT 06HapyXeH B reTepo3MroTHOM
COCTOSIHWM.

BpemeHHas wKana
XPOHOI0rMS OCHOBHbIX COObITUM AN KITMHWUYECKOrO Npu-
Mepa N? 1 npeacrtaBneHa Ha puc. 1.

KNIMHUYECKUHA NPUMEP N? 2

O naumeHTte

Cnycta 3 Mec nocne rméenu nNepBoro pebeHKa Yy KeH-
LXHBbI HacTynaeT oyepeaHas, 3-9, 6epeMeHHOoCTb. Ha yyet
B XEHCKYIO KOHCYNbTaLMI0 MauLMEeHTKa BCTana Ha Cpoke
4-5 Hen. B 8 Hea KoHcTaTMpoBaHa yrpo3a npepbiBa-
HUSE G6EPEMEHHOCTU, OTCNOMKa HOPManbHO pPacrofiIOKeH-
HOW NnaueHTbl, MPOBOAWIOCH NeYeHne ANAPOrecTeEPOHOM
C MosioXuTenbHbIM addpekToM. B 12 Hep rectauum 6bi10
NPOBEAEHO MOJEKYNAPHO-TEHETUYECKOE MUCCnefoBaHne
BOPCUH XOPUOHA C LeEeNblo OBGHapYXKEeHUs paHee BbIsB-
NIeHHOW ceMerHon MyTauum €.360dupT (p.Lys121fs) reHa
MMUT. B pe3ynbrate mMyTauus BbigBleHa B rOMO3UIOTHOM
COCTOSIHWK, YTO yKa3biBano Ha Hanunine MMA y BHYTPUYT-
po6Horo pebeHka. PoauTenn NpuHSANKW pellieHne O coxpa-
HeHUn GepemeHHocTU. BTopas nonoBuMHa 6GepeMeHHOCTH
npoteKkana 6e3 0CO6EHHOCTEN.

dusukanbHaa guarHocTuka

Poabl nporpammupoBaHHble, Ha cpoke 40-41 Hen.
Poaunca manbynMk ¢ maccon Tena 3390 r, AnMHOM Tena
50 cMm, oueHKkon no wkane APGAR 9/10 6annos. [Mocne
pPOXXaeHUs pe6eHOK B CO3HAHUK, MblLLEYHbINA TOHYC YyAOBNET-
BOPUTENbHbINA, 6€3ycnoBHble pedneKcbl HOBOPOMXKAEHHOIo
uBble. AMMWaK KpoBKM B 1-e cyT Ku3HU — 105 MKMONb/n
(Hopma 64-110 MKMmOnb/N). HayaTo 3HTepanbHOE KOpM-
NleHne cneunann3MpoBaHHOM CMeCbIo AN 60MIbHbIX METUII-
ManoHoBon auungypuen (Anamix infant MMA/PA, Nutricia)
M ajanTMpoBaHHOM MOJSIOYHOW CMECbID C COAEpKaHUEM
6enka 1,5 r/100 mn BOCCTAHOBNEHHOIO NPOAYKTa B COOT-
HoweHun cmecen 1 : 1. Ha 2-e cyT XK13HU 3adUKCUPOBaAHO
NOBbIWEHWE KOHLEHTpauuu aMmumaka ao 176 MKMOnb/n,
KOHLeHTpauumn naktata — go 4,8 Mmosnb/n. B TeyeHne cytok
O6bl/I0 COXPaHEHO KOopMJeHWe TONbKO fie4ebHOM CMEeChbio
B CO4YeTaHuM ¢ MHOY3WEen rNOKO30-CONEBOr0 pacTBopa,
HayaTa pgoTtauua rmuunHa B Aose 100 mr/Kr/cyt nepo-
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g Clinical Observation

KnuHunyeckKoe Ha6noaeHue

panbHO A5 YCUIEHUS BblBEAEHWUS TOKCMYECKOro Mponwuo-
HUNpaauMKana KM 6eH3oaTa HaTpusa B Ao3e 250 mr/Kr/cyt
nepopanbHo Ana cBA3blBaHUS aMmuaKka. Ha ¢oHe nposo-
AMMOro Nle4eHUs 0TMEeYaNnoCb CHUXEHWE YPOBHSA amMuaKka
00 96 MKMo#b/n, naktata — Ao 4,0 Mmonb /.

B nepBble OHW XW3HM pebeHKy npoBedeHbl nabopa-
TOpHble TecTbl, noaTBepxaatowme MMA. o pesynbTatam
TaHAEMHOW Macc-CMeKTPOMETPUN BbIIBAEHO MNOBbLILWE-
HUWe KoHueHTpauun C3 pgo 15,9 MKmonb/n (Hopma 0,13-
6,8 MKMO/b/N); NoBblleHWe cooTHoweHns C3/C2 — 1,0
(Hopma < 0,22); noBbllWeHWe cooTHoweHus C3/CO0 — 1,4
(Hopma < 0,185). lNMpn onpeaeneHnn KoHUEHTpaLnuu opra-
HUYECKMX KMCNOT B MOYe METOAOM rasoBoi xpomaTorpadumu
C Macc-CNeKTPOMETPUENH BbISBAEHO MOBbILEHWE METUI-
MasoHOBOW KMUCOTbl Ao 1072 MMOb/MOfIb KpeaTUHMU-
Ha (Hopma O0—-2 MMONb/MOJIb KpeaTWHKHA) U TNyTapoBOM
Kucnotel — Ao 5,99 mMMonb/MONb KpeaTuHWHa (Hopma
0—2 MMOJIb/MOJIb KpEaTUHUHA).

MpeaBapuTenbHbli AUArHo3
MeTunmanoHoBas auuaypus.

AnHaMMUKa 1 ucxopabl

Ha 3-u cyT »n3HM pebeHOK O6bln nepeseaeH B oOTae-
NleHne natofiorMM HOBOPOXAEHHbIX FOPOACKOM [AETCKOM
60MbHULbI, FAe Habnwganca A0 AOCTUXKEHUs Bo3pacTa
1,5 mec. Mpu nocTynneHmmn pebeHoK B CO3HaHUK, Kopmie-
HUe M3 BYTbINIOYKKU, oBpallaeT Ha cebd BHUMaHWE MbllLey-
Has TMNOTOHKUS, NO APYrMM OpraHam M cuctemam — 6e3
ocobeHHocTeN. B geHb nocTynneHnss BO30OGHOBIEHO KOPM-
NleHre aganTMpPoOBaHHOM MOMOYHOW CMeCbio B o6beme 1 : 1
C Nne4yebHOM; 06bEM MUTaAHUA YBENMYMBaANU €XKeOHEBHO
00 OOCTUXKEHUS YPOBHA CyMMapHOro 6enka 2 r/Kr/cyT, Ha
nonto nevyebHom cmecu npuxoaunocb 1,2 r/kr/cyt. lpu
TaKon 6eNKOBOW Harpy3Ke KOHLUEHTpaLKUa aMmMuaKka B Kpo-
BM BapbupoBana B npegenax or 86 Ao 164 MKMOnb/n
(Hopma Ao 110 mMKMonb/n). KOHUEHTpaLKUS naKTaTa NnoBbl-
lWwanacb CTyneH4yaTo, cO AHS nocTtynneHus u go 10-x cyT
Wu3Hu ¢ 4,0 go 7,1 mmonb/n (Hopma 0,5-2,2 mmonb/n).
3Ha4vYeHnsa Opyrux rnokasatenen KUCNOTHO-LWEeN0YHOro
COCTOSIHMA ObliM B npegenax pedepeHCHbIX 3HaYeHWn:
pH KpoBu BapbupoBan B gvanasoHe ot 7,39 go 7,43 y.e.
(Hopma 7,35-7,45), KOHLUeHTpauua 6ukapboHata HCO3 —
oT 22 0o 23 mmonb/n (Hopma 20—-27 mmonb/n).

C 10-x CyT M3HKW HayaTa Tepanusa KapriymMoBOM KuC-
noton 13 pacyeta 50 Mr/Kr/cyT ¢ NONOXKUTENbHbIM 3dPEK-
TOM — CHUXXEHMEM KOHLEeHTpaLUnKU NaKtaTta 4o 3,7 MMOb/N
W nocneayouen HopMmanusaumen oo 2 Mmonb /1.

B nepuwop rocnutanuMs3auum He ygaBanocb AOOUTLCSA
[ocTaTo4HOro Habopa pe6eHKOM mMacchl Tena. B yacTtHocTH,
TpaH3MTOpHas NOTeps Macchbl Tena OT POXKAEHMS cocTaBuna
400 r (11,8%) Ha 3-u CYT XKM3HWU, NEepBOHaYaNbHY Maccy
peb6eHOK BOCCTAaHOBU Ha 25-e CyT XM3HHU, 3a 1-i Mec npu-
6aBKa Maccbl Tena coctaBuna 170 r. C 21-X CyT *U3HKU OTME-
YEHO YCWUNEHWE CPbIrMBAHMS BMNAOTb 4O PBOTbI GOHTAHOM.
Ha atom ¢oHe 3apernctpMpoBaHo MoBbILEHNE KOHLEHTPa-
UMM amMMaKka B KpoBu o 151 mmonb/n v naktata — Ao
5,1 MmMonb/n. Ha 2-i Hep *KU3HKU HavyaTa MHDY3MOHHas Tepa-
nus ¢ NPUMEHEHWEM TIIOKO30-CONEBOr0 pacTBoOpa, XUPoB
M XMPOPACTBOPUMbIX BUTAMMHOB, TaKKe NpoBeAeHa cMeHa
afanTMpoBaHHOM MOJIOYHOWM CMeCHU Ha aHTUPEDIOKCHYIO
dopmyny Ha ocHoBe KapTodenbHOro Kpaxmana. B TeyeHue
BCEW rocnutann3dauunm pebeHoK nonyyvyan L-KapHUTUH B A03€e
100 mr/Kr/cyt B popme BHYTPUBEHHbIX MHDY3UK C nepe-
X04OM Ha nepopasnbHbin npueM. Kypc unaHoKob6anamuHa
(BMTaMuHa B, ,) B f03€ 1 MI/Kr/CyT Havat ¢ 14-X CYT KM3HMU.
Mpn KOHTpONbHOM 06CnefoBaHMM Yepes 2 Hej nocse Hava-

na Tepanuu ButammnHom B,, KoHueHTpauusa C3 coctaBuna
13 MKMOnb /1.

C uenbio NoATBeEpXKAalolWen AMarHocTUKM npoBeje-
HO MONEKyNsipHO-reHeTu4yeckoe o6CNefoBaHUE METOLOM
MacCOBOro napasnfiesibHOro NaHenbHOro CEKBEHUPOBAHMS,
B XO[e KOTOporo B 3K30He 2 reHa MMUT BbiaBneHa Ayniu-
Kauus chr6-49459106-T-TA; NM_000255.4:¢.360dupT
(p.Lys121fs) B rOMO3UrOTHOM COCTOSIHMW. 3Ta MyTauus
Oblna obHapyeHa W y cTapliero cubca B roMO3UrOTHOM
COCTOSIHMM, a TaKXKe y poauTenen — B reTepo3uroTHOM.

Jomon pebeHoK BbinucaH B Bo3pacte 1,5 mec. lpu-
6aBKa Macchbl Tena K aToMy BpemeHun coctasuiaa 300 r oT
nepBoHavyanbHOM Macchl, AfIMHa Tena yBeanyunacb Ha 6 cMm.
O6Lliee COCTOSAHME pacLLEHEHO Npu BbIMUCKE KaK yaoBneT-
BoputenbHoe. C aHTepanbHOM Harpy3kow M3 OyTbIIOYKHK
cnpaBnsieTcs, He cpbirMBaet. Ha ocMoTpe nposBaseT 3pu-
TenbHoe cocpepoToyveHue. Mo opraHam u cuctemam — 6e3
0COGEHHOCTEN.

B Bo3pacTe 2,5 Mmec pebeHOoK rocnmutanMampoBaH B CBS-
31 C TMNEPTEPMUYECKMM CUHAPOMOM (MOBLILEHWE Temne-
paTypbl Tena, 6ecnoKoncTso). B xoge nposeaeHHoro obene-
[OBaHWSA AMarHoCTMPOBAH OCTPbIM NuenoHedpuT (B obLem
aHanM3e MOYM NEeNKOUMTbl CNAOoWb, 3JPUTPOLMUTBI —
15-17 B nosne 3peHus, 6enok — 1,6 r/n, 6aktepun ++++;
B 06LWEM aHanM3e KpoBu JenKounTos — 16,7 X 109/
6e3 caBura nenKkoumtapHon GopMysbl BAEBO; NO AaHHbIM
yNbTPaA3BYKOBOr0 WMCCNeAOBaHUS — MUENo3KTasns 5 mMm
C ABYX CTOPOH). KOHUEHTpaLusa amMuaKka B KpOBM cocTaBuNa
72 mmonb/n (Hopma 21—-50 MMOAb/N), KOHTPONb KUC/IOTHO-
WEeNOYHOro COCTOSHUSA He NPOBEeAEH MO TEXHUYECKUM MpU-
YMHaM (HeucnpaBHOCTb 060pyaoBaHus). lommMmo 6a30BOro
fle4eHus], BKIYaloLWero AMeTy ¢ orpaHnYeHnemM Hatypasb-
Horo 6enKa, NpueM KapriyMoBOW KUCNOTbI, TIEBOKAPHUTHHA,
rMMUMHa M uMaHoKob6anamuHa, B cTalMoHape NpoBoAnnach
aHTMbaKTepuanbHas M MHOPY3UOHHAs Tepanusa 1KO30-
COoneBbIM PacTBOPOM. B TeyeHne Hegenu yganocb LOCTUr-
HYTb HOpManu3alunKn NoKasaTenen oblero aHaam3a Mouu.
lMpoBeneH KOHTPONb TaHAEMHOM MacCC-CNEKTPOMETPUU:
KOHUeHTpaums C3 noBbileHa Ao 29,6 MKMOAb/N, COOT-
HoweHne C3/C2 — 1,6; C3/CO — 2,2; C3/MET — 2,1
(Hopma < 0,45). AnnTenbHOCTb rocnuTanusalumm coctaBuna
2 Hel. PebeHoK BbiMMcaH AOMOM B YAOBNETBOPUTENbHOM
COCTOSIHMM, NprbaBKa Macchl Tena 3a Nepmuo HaxoxaeHUs
B cTauunoHape coctaBuna 400 r.

B 4 mMec M3HM o4vepegHasn rocnutanusaunsa pebeHka,
CcBSi3aHHasa ¢ 06HapyKEHMEM UBMEHEHUI B 06LLIEM aHann3e
MO4YM (NeMKoUNUTbl B 6O/bLIOM Konn4yecTBe). [MoBbIlLEHNUS
Temnepatypbl Tena W yXyalweHWUs CaMOYyBCTBUSA He OTMe-
yanu. Macca Ttena pebeHKa K 3TOMy BPeMeHM Haxoauscs
B npeaenax pedpepeHcHblx 3Ha4yeHnn n coctasnan 6020 r.
PebeHOK XopoLo yaepKMBaeT ronosy, CheauT B3rNS40M 3a
npeaMeTamu, ynblb6aetcs, rynut, 6epeT UrpyluKky, He nepe-
BOpaynBaeTcsd. Ha MOMEHT rocnutanusaumm KOHLIEHTpa-
umMs ammumaka — 94 mMmonb/n, naktata — 3,6 MMOb/N.
O6HapyXeHa aHeMusi cpefHen CTeMNeHU TAKECTU MUKPO-
uMTapHas rMnoxpomHas (remornobuH — 88 r/n, apuT-
pouutel — 3,85 X 10%2/n, MCV — 68,6 ¢n; MCH —
22,8 nr); KOHUEeHTpauua xenesa — 24,3 MKMob/n (HoOpMa
6,4-28 MKMonb/n), depputnHa — 196 MKr/n (Hopma
50-200 MKr/n). Mo AaHHbIM KOHTPOJIbHOW TaHAEMHOWM
MaccC-CNeKTPOMETPUM KoHUeHTpauusa C3 — 13,2 MKMOnb/ 1,
cooTHoweHne C3/C2 — 1,2; C3/CO — 1,1; C3/MET — 0,8.
KoHueHTpauus ButamuHa By, nosbiweHa o 6000 Hr/mn
(Hopma 187 -883 Hr/mn).

CyTo4HbIM 06bEM MONy4aemoro 6enka B Bo3pacte 4 Mec
coctaBun 2,4 r/Kr/cyt, u3 Hux 1,2 r/Kr/cyT NpuMxoaunocb Ha
crneumanmManpoBaHHyto cmech Ana 60sbHbIX MMA KM 1,2 r/Kr/c —



Ha MOJIOYHYIO CMecCh. [poJoMIKEH NPUEM KapHUTUHA B f03e
100 mr/Kr/cyT, KapriyMoBOW K1cnoTtbl B go3e 50 mr/Kr/cyt
n BuTamuHa By, 1 Mr 3 pasa/Hen. Tepanus AonosHeHa
aHTMGaKTepuanbHbIM NpenapaTtoM MEeTPOHMAa301 U3 pac-
yeta 15 mr/Kr/cyT B TedeHne 10 cyT Kaxaoro mecsua ans
noaaB/ieHUs pocTa NPONUOreHHOM MUKPODIOPbI KULLIEYHHMKA.

MNocnegHnn ocmoTp pebeHKa npoBedeH B Bo3pacTe
5,5 mec BO BpeMms niaHoBOM rocnutanndauunun. K atomy Bos-
pacTy Macca Tena pebeHKa coctaBuna 7340 r (4oKeHCTBY-
owmnn 7390 r). O6liee camMoyyBCTBME YAOBNETBOPUTENDb-
Hoe, pe6eHOK Ha OCMOTPE aKTMBEH, 3MOLMOHANEH, ryaumT,
nepeBopayMBaETCs CO CMUHbl Ha GOK, Ha KMBOT NepeBo-
paynBaeTcsa ¢ noaaepKon. KoHueHTpaums ammuaKka B Kpo-
Bn 94 MKmoOnb/n, naktata — 4,5 mmonb/n. CoxpaHsaeTcs
aHeMWs Nerkow CTemneHn rUNoXpomMHass MUKpouMTapHas
(remorno6ud — 104 r/n, apuTpounTel — 5,2 X 10%2/n,
MCV — 57 ¢n; MCH — 20 nir). KoHueHTpauusa C3 B KpoBu —
13,2 MKMonb/n, cooTHoweHne C3/C2 — 1,0; C3/CO — 1,0;
C3/MET — 0,8. KoHueHTpauua B,,, TaK e Kak 1 B BO3-
pacte 4 mec, nosbiweHa (> 6000 nr/mn), B CBA3M C YEM
KPaTHOCTb €ro NPMMEHEHUS CHUXKEHa 40 2 pa3 B Heaento.
B octanbHOM fle4yeHne NpoaonKeHO 6€3 UBMEHEHUN.

MporHos

Bbizgoposnenne npyu MMA HeBO3MOXKHO. lporHo3 gns
U3HU onpeaensetca KOMMneKcom ¢aKTopoB, M3 KOTO-
pbiX yNpaBAsgemMbIMU SBASIOTCH CBOEBPEMEHHOCTb Havana
N NPUBEPKEHHOCTb NauueHTa neyveHnto. CBOEBPEMEHHbBIM
CYMUTaETCs ledyeHne, HavyaToe 40 MaHudecTauum 3abonesa-
HUs [5]. 3TO BO3MOXKHO TOSIbKO NPU NPOBEAEHUN CKPUHUHTA
KNMHUYECKN 3[0POBLIX AeTer NM60 B XOA4e BbIMOMHEHMUS
npeHaTanbHOM AMArHOCTUKU B CEMbSAX C paHee BbISiBAEH-
HbIMK cnydaamn MMA. BmecTe ¢ TeM noKasaHo, 4To npw
nocrtaHoBke AgnarHosa MMA B pe3ynbrate HeoHaTalbHOro
CKPUHWHIa TOMIbKO MOSIOBMHA NaLMEHTOB HE UMEET OTKIO-
HEHWW B HEPBHO-MCUXUYECKOM Pa3BUTUW; MPW Hadvane neye-
HUS nocne MaHudecTauMn KONMYECTBO JaHHbIX NaLMEHTOB
CHUXKaeTcs Ao 15% [18].

CnepgyeTt y4uTbiBaTb, 4TO MeTabonMyeckas OEeKOMMEH-
cauMs MOXET pa3BWTbCA Aayke Npu COGMOAEHUN NleYeHms
Ha POHe CTPeccoBbIX AN opraHM3aMa CUTyaLuKn, TakKUX Kak
pecnupaTtopHble U GaKTepuanbHble WHOEKLWU, TpaBMbl,
onepauuun, ronod, noBbileHHaa duanyeckaa Harpyska [5].
O BO3MOXXHOM KPU30BOM TeYEHUU 3abosieBaHus, 0 GaKTo-
pax, ero NpoBOLMPYIOLWNX, U 06 OCHOBHbIX CUMITOMAaX HaYyu-
Hatoulerocss MeTabonIM4ecKoro Kpnsa Heo6xoanMmMo UHop-
MUPOBaTb POAUTENEN UK MHBIX MWL, OCYLLECTBASIOWMX YXO4
3a NauMeHToOM, aKLLEHTUPYS UX BHUMaHWE Ha HeAoMNyLLEHMM
NGO ObICTPON KOpPPEKUMU MeTabosIM4ECKOro Kpu3a Kak
Heo6xoAMMOM yCoBMKM 61aronpusaTHOro ucxoaa.

Puc. 2. XpoHONOrmMsa 0CHOBHbIX COBObITUI, KNMHUYECKK npumep N2 2
Fig. 2. Key events, clinical case N2 2

BaHbIM HanpaBneHMeM paboTbl C CEMbAMWU C OTHArO-
WeHHbIM aHaMmHe3oM no MMA gaBnsetcsd MeauKo-reHeTu-
YeCKOEe KOHCYNbTUPOBaHWE. ITO MMEET 3HAYeHWe Kak Ans
BbISIBNIEHWSA BOMbHbIX M 340POBbIX HOCUTENEN FEHETUYECKMX
MyTaLMi B CEMbE, TaK U AN COCTaBEHMS NpPorpamMmmbl npe-
HaTaNbHOM U NPENMNAaHTaLNMOHHON ANArHOCTUKK Cynpye-
cKon napbl. Cynpyrv OO/MKHbI MPOUTU MONEKYNSPHO-reHe-
TMYecKoe o6cnefoBaHWe 419 BbIIBIEHUS MyTaLui B reHax
MMUT, MMAA, MMAB, MCEE, CD320, LMBRD, MMADHC,
MMACHC. Y BHYTpUYTPOOBHOIO pebeHKa BbISIBIEHHbIE MyTa-
LMK onpeaenstoTcs npeHaTanbHo nyteM nccnegosanus JHK
BOPCUH XOpPWOHA, KNETOK aMHWOTMYECKOW MUAKOCTU WK
NAOAHOW KPOBMU.

BpemeHHas wKana
XPOHOI0OrMS OCHOBHbIX COObITUM AN KITMHUYECKOrO Npu-
Mepa N? 2 npeacrtaBneHa Ha puc. 2.

OBCYXAEHUE

AHanun3 npuBeeHHbIX KIMHWYECKUX Cly4yaeB Mnokasar,
4YTO OKHO TepaneBTUYECKUX BO3MOXHOCTEM Yy MNalMeHTOB
¢ MMA orpaHu4yeHHo. OTcyTCTBME NMPEBEHTUBHO HavaToro
NleYeHunst cpasy nocne PoXKAeHUS MOXKET NPUBOAUTL K TaXKe-
oM MeTaboNn4yecKonm AeKomMneHcauumn u rumbenun pebeH-
Ka [10]. TakxKe cnenyeT yunTbiBaTb, YTO HEKOTOPbIE COMATH-
YeCKMe COCTOSAHUSA (HEAOHOLEHHOCTb, NOPaXKeHUe NevYeHHu)
W NPOBOAMMbIE NledebHble MeponpuaTUs (napeHTepanbHoe
nUTaHWe) MOryT BAUATb Ha KOHLIEHTPaLWO aMWHOKMCIOT
W auunkapHutMHoB [23]. B aTon cBSA3M 3abOp KpoBM Ans
onpeaeneHns KOHLUEHTpaumMm yKa3aHHbIX COeAMHEHUN HEOO-
XOAMMO MPOBECTW A0 Hayana Tepanuu. Kpome TOro, y BCex
nauMeHToB C NOAO3PEHMEM Ha OpPraHMYEecKylo auuaypuio,
BKItoY4aa MMA, He06X0AMMO BbIMOSIHUTb aHaNn3 opraHuye-
CKMX Kucnot B moye [10]. B cnyyae ¢ mnaglwimm cMb6com Mbl
noKasasnu, 4YTo NPeBeHTUBHO HayaToe Jle4eHne OKal3bliBaeT
NONIOXNUTENbHOE BAUSAHWE Ha KIMHUYECKoe TevyeHune 3ab6o-
NeBaHus, 0JHAKO He NMPUBOAWT K HOpManu3auum npopuns
auunKapHUTUHOB [24].

OcTaeTcsi HEesICHOW CBSA3b MEXAY THXKECTblO COCTOSHWUSA
npy MMA n KoHueHTpauuen C3. TaK, cornacHO AaHHbIM,
nony4yeHHblM npu onucavnn 20 nauneHToB ¢ MMA, cBS3b
Mexay KoHueHTpaumen C3 M Hanuynem HeBPOSOrMYecKUx
HapylweHun otcyTcTByeT [4]. BMecTe ¢ TeM HaMKW NoKasaHo,
410 Yy pebeHKa B KIMHUYECKM KOMMEHCMPOBAHHOM COCTOS-
HUW KOHUeHTpaums C3 6biia Bbllle B TeYEHUEe BCErO Bpeme-
HW HablOAEeHUS B CPaBHEHUU ¢ 6onee TaxeNbiM NaLuueHToOM.
Kpome Toro, B Ka4yecTBe MapKepoB TAKECTU COCTOSAHUS Mpu
MMA MOXHO MWcnonb3oBaTb pe3ynbTaTbl AUHAMUYECKOTO
U3MEPEHUS KOHLIEHTPaLMK HecneuPpryecKmx noKkasartenen
MeTabo/IMYeCcKoro cratyca 60fbHbIX — flaKTaTa M amMmua-

dusnyeckoe dusnyeckoe
Co3HaHue AcHoe, dusnyeckoe dusnyeckoe
pa3BuTHe cpeaHee, pa3BuTUE cpefHee,
nnoxas npu6aBKa pa3BuTHe cpeaHee, . pa3BuTHe cpeaHee,
runepTepMmUYEcKuit nepeBopaynBaeTcs
macchbl Tena, camouyBCcTBHE 6eccMMnTOMHasn
CUHAPOM, CO CMUHbI Ha GOK,
cpbirMBaHue YAOBNETBOPUTENBHOE GaKTepuypus
nuenoHeppuT TYNNT, 6EPET UrPYLLKY

C3 — 15,9 MKkM/n;
C3/C2—1,0

C3 — 13 MKM/n;
C3/C2—1,0

C3 — 29 MKM/n;
C3/C2— 1,6

C3 — 13,2 MKkM/n;
C3/C2—1,2

C3 — 13,2 MKkM/n;
C3/C2—1,0
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Ka [D]. YuntbiBas, 4TO onpeaeneHne KoHUEHTpaLumm aMmuaKka
B KanunnsipHON KPOBU MOMKET 6bITb BbIMOAHEHO C MOMOLLbIO
NOPTaTMBHOrO aMMOHWMETPA, MO HaleMy MHEHUI0, Heob-
xoanmo obecrneynTb geter ¢ MMA amMMOHMMETPaMKU U Npo-
BOAMTb O6Gy4YeHWe poauTenen KX MCNonb3oBaHWio. TaKasd
noAAepKa No3BOJUT, Kak Mbl CYMTaeM, AOBUTLCS NyYLLEro
MeTab0o/IMYEeCKOro KOHTPOsa 3aboneBaHnsa. OgHaKo ocTaeT-
CSl HEACHbIM, KaKkmMe KoHueHTpauuu C3, naktata U amMmmuaKka
cneayeTt cuuTaTh AONYyCTUMBIMKU Ans naumeHtoB ¢ MMA u Tpe-
6yeTca N1 yMeHblUeHWe noTpebneHus HaTypanbHOro 6enka
npv yA0BNETBOPUTENBHOM CaMOYyBCTBMM NaLMEHTa C LieNbio
NOSIHOM HOpManu3aLunn NabopaTopHbIX NOKa3aTenen.

B nutepaTtype npeactaBneHO OMMCaHWe 4YeTbipex Chny-
yaeB MMA c BapuaHTamu B foKyce ¢.360 reHa MMUT,
[AMarHoCTMPOBaHHbIX NPU MaHudecTalmmn 3ab6oieBaHUs, BO
BCEX Cflydasx B Bo3pacTte Ao 2 neT. Tpoe nauMeHToB Ha
MOMEHT WX OMuUCaHWUsa ObiN KMBbl, HO WMENU HEBPOSNO-
rMYeCKMe HapylleHUs, OAMH PeBGEeHOK ymep OT TaXKenblX
HEBPO/IOTUYECKUX OCNIOXKHEHUH M MOYEYHOW HeJocTaTou-
HocTU [25]. CunTaeTcs, 4To 60nee MArKUM TEYEHUEM OT/IU-
yaetcq B,,-4yyBcTBUTENbHAA dopma MMA [5]. BmecTe ¢ Tem
YCTaHOBJIEHO, YTO Hapsay ¢ GopmMor NPorHo3 3aboneBaHns
B 3Ha4YMTeNbHOM Mepe onpeaensatT Metabonnyeckas cra-
OUNbHOCTb M OTCYTCTBME MeTabonmyeckux Kpuzos [10].
[eTtam ¢ yacTbiMu 3anM3o04amMmu MeTaboIMYeCcKon AEKOMMEH-
caumn Ha ¢oHe npoBOAMMOWM MeTaboNIM4YecKon U AneTo-
Tepanuu MoKasaHbl TpaHCnaaHTauus neyvyeHu uamM Komobwu-
HMPOBaHHAsA TpaHCNAaHTauus MevYeHu M MoYeK (B cnyyvae
pa3BUTUS XPOHUYECKOM MOYEYHOM HefocTaToyHocTH) [16].
[lepcneKkTMBHbIM HanpaBieHWEM B Ne4YeHUM NaLMeHTOB
¢ MMA aBnsieTcs reHoTepanus, Kotopas cenvyac HaxoauTcs
Ha aTane pa3paboTku [17].

3AKJ/IIOMEHME

MpeactaBneHHble KIMHUYECKUE HabNOOAEHUS UNTHOCTPU-
PYIOT, 4TO MauUMEHTbl C OAMHAKOBbLIM MaTOreHHbIM BapwaH-
TOM B FOMO3WIOTHOM COCTOSiHUU reHa MMUT moryT nmeTb
pa3Hoe KIMHWYEeCcKoe TeyeHne 6one3Hu. Onpeaensiowmnm
daKTopoM ABNSETCA CBOEBPEMEHHOCTb Hayana peKoMeHmo-
BAHHOIO SIe4EHHMS, KOTOPOE JOIKHO 6blTb MHULIMMPOBAHO A0
BO3HUKHOBEHMWS MeTaboIM4eCKOro Kpmusa 1, COOTBETCTBEH-
HO, pa3BUTUA HeobpaTUMbIX METABOIMYECKMX U3MEHEHUN.
lMpoBeaeHe NPEBEHTUBHOM Tepanuu C POXKAEHUA BO3MOXK-
HO TOJIbKO B CJly4ae, ecnu nabopaTopHble MapKepbl 3abone-
BaHWS M3BECTHbI paHblle, YeM MOSABUIUCH €ro CUMMTOMbI.
370 peannsdyemo TONbKO NpW MPOBEAEHUU CKPUHUHIOBOrO
onpegeneHns Heo6XoAUMbIX MEeTaboNUTOB Y KAWHUYECKHU
300POBbLIX Ntofaen. TpebyeTcs AabHeNllee COBEPLUIEHCTBO-
BaHWe nporpamMmbl BegeHusa naumeHtos ¢ MMA ¢ onucaHu-
€M A0MyCTUMbIX 1aBopaTOpHbIX NOKa3aTenewn.

WHOOPMUPOBAHHOE COIIACUE

OT 3aKOHHOro npeacTaBUTENS MNaLMEHTOB MOJYYEHO
MHPOPMUPOBaAHHOE [O06POBOSIbHOE COrnacue Ha WCnoJib-
30BaHWE MX MEAMLIMHCKMX AaHHbIX (pe3ynbtaTtoB o6cneno-
BaHWS, fle4eHUs U HabBNIOAEHNS) B HayyHbIX Lenax (gata
noanucaHmna 23.09.2023).
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voluntary consent on publication of their medical data
(results of diagnosis, treatment, follow-up) for scientific
purpose (signed on 23.09.2023).
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0O6ocHoBaHHne. bosie3aHb BuibcoHa — Ts)Ke/i0e ayTOCOMHO-peLecCUBHOE 3abosieBaHMe, MposiBASOLEECs MpenMyLLecT-
BEHHO MEYEHOYHbIMU, HEBPOAOrMYECKMMM M NCUXNATPUYECKUMU HapPYLLEHUSIMN BCAEACTBME YPE3IMEPHOIO OT/IOKEHMS Mean
B OpraHax M TKaHsX. OnucaHne KJIMHMYeCKoro ciay4as. OnvcaH BapuaHT HEONpPeAeeHHOro KIMHUYECKOro 3Ha4yeHus
€.2111C>T (p.T7041, chr13:52534294G>A (HG19)) reHa ATP7B B cemMbe, B KOTOPOM POAUTEIN SBJISIOTCS ABOKOPOAHBIMU
cubcammn. N3 YyeTbipex geTen ctapluas 4o4Yb normbaa B Bo3pacte 11 et B CBA3U C LUMPPO30OM MEYEHHM, Yy ABOUX AETEN reHe-
TUYECKM NOATBEPKAEeHa 60/1e3Hb BuibCOHa (KIMHMYECKU — abhoMUHabHas Gopma), y MAajLero cblHa BapmnaHT BbiSIBEH
B reTepO3UroTHOM COCTOSIHMM (6€3 KIIMHUYECKMX NposiBAeHui). OBHapy»KeHHbIN BapuaHT reHa ATP7B paHee 6bi/1 BbiIBIEH
euje y 3 naymeHToB ¢ 60/1€3HbI0 BuibCOHa, HO B KOMMNayHA-retepo3nMroTHOM COCTOSIHMM C M3BECTHbIM MaTOreHHbIM reHe-
TMYECKUM BapuaHToM. 3akn4deHune. BapuaHT ¢.2111C>T (p.T7041) reHa ATP7B MOXXHO paccmaTpuBaTh KakK BEPOSTHO
rnaTtoreHHbln. Heob6xoanmabl gaibHeNLINE UCCIe[0BaHUS ero QyHKLMOHaIbHOro 3Ha4eHus B natoreHese 60/1€3H1 BuibcoHa.
Knro4eBblie cnoBa: feTn, 60/1€3Hb BribcoHa, ceMerHbin caydan, reH ATP7B, umppo3s, noJIHoreHOMHOE CEKBEHUPOBaHue
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Wilson’s Disease Caused by Previously Undescribed
Homozygous Nucleotide Variant of the ATP7B Gene:
Clinical Cases

Wilson’s disease is severe autosomal recessive disease manifested primarily by hepatic, neurological, and psychiatric disorders due
to excessive copper deposition in organs and tissues. Clinical case description. The variant with uncertain clinical value of the ATP7B
gene, ¢.2111C>T (p.T7041, chr13:52534294G>A (HG19)), was described in the family where parents are cousins. The eldest daughter
out of four children died at the age of 11 due to liver cirrhosis. Wilson’s disease was genetically confirmed in two children (clinically —
abdominal form). The younger son was diagnosed heterozygous state of the disease (without any clinical manifestations). The revealed
variant of the ATP7B gene was previously identified in 3 more patients with Wilson’s disease, however, in a compound heterozygous
state with known pathogenic genetic variant. Conclusion. ¢.2111C>T (p.T704l) variant of the ATP7B gene can be considered as
probably pathogenic. Further research is required to evaluate its functional significance in Wilson’s disease pathogenesis.
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OBOCHOBAHME

bone3Hb BunbcoHa (60ne3Hb BunbcoHa — KoHoBanosa,
renatouepebpanbHas aereHepauus, OMIM #277900) — pea-
KOe, TAXenoe ayToCOMHO-peLeccMBHOe 3abofieBaHue, npo-
ABNSAIOLEECH NPENUMYLLECTBEHHO NMEYEHOUYHbIMU U HEBPOOTU-
YECKMMMU HapyleHUaIMU BCNEACTBUE YPE3MEPHOIO OT/IOKEHMS
Me[n B opraHax M TKaHsx. Bnepsble gaHHas natosnorus 6bina
onucaHa S.A.K. Wilson B 1912 r. [1]. MpuynHamun 6Gones-
HU BunbcoHa aBnstoTcs GuannenbHble NaToreHHble BapuaHTbl
reHa ATP7B, KoaupytoLero ofHOMMEHHbIV 6eN0K-TpaHcnopTep
veau [2]. Kasrycty 2023 1. B 6a3e WilsonGen (www.clingen.igib.
res.in/WilsonGen/) onucaHo 1440 naTtoreHHbix 1 660 BeposT-
HO NaToOreHHbIX BapuaHToB reHa ATP7B. OnucaHbl YacTble myTa-
UMn — Hanbonee pacnpoCTpaHEHHbIE NaTOreHHblE BapWaHThl,
BbliBNIgEMble y 60MbLUIMHCTBA NaLneHToB [3, 4].

bBonesHb BunbcoHa aebotvpyeT B Bo3pacTe oT 3 go 70 net
[2]. OCHOBHbBIMM KIIMHUYECKUM MPOSIBAEHUSIM ABASIOTCA Nopa-
EHMA neyYeHun M HepBHOWM cuctembl [5]. Mpu 3TOM TSKECTb
CMMMNTOMOB 60n€e3HN BuibcoHa BapbMpyeT B LUMPOKOM Auna-
nasoHe — OT JIerKMX HapylleHnn (6eccMMnNTOMHOE MOBbI-
LEHWE aKTMBHOCTM MEYEHOYHbIX TPaHCaMWHa3) A0 TAXeNblX
NPOrpeccUpyoLLMX COCTOSHUIA (LMPPO3 MEeYEHU, NevyeHoYHas
HEeJOCTaTOYHOCTb, BbIPaXEHHble HEBPOJIOrMYECKMe Hapylle-
HWS) C NeTanbHbIM UCX04oM [6, 7]. Hapsagy ¢ cumnToMamu auar-
HOCTMYECKM 3HAYMMbIM SIBASIOTCH CHWMKEHME KOHLEHTpaLuu
LuepynoniasmMmmHa M Meau B Nnasme KPOoBM, a TaKKe MOoBbl-
LEHNE KOHLEHTpaLun mMean B cytoyHow mode [8]. C 2001 r.
3HaAYeHUs1 ITUX MOKasaTenew yd4uTbiBalOTCS B TaK Ha3bliBae-
MoW JleMnuurckon wWwkane [9] — 6GanbHOW CUCTEME, PEKO-
MEH/[I0OBaHHOM K MCMO/Ib30BaHUIO KaK POCCUMMCKMMU [8], TaK
N 3apyOGEXHbIMW KIIMHUYECKMMMU pPEKOMEeHJaLMsaMK No Beje-
HUIO MauMeHToB ¢ 6onesHbio BunbcoHa [10]. Bmecte ¢ Tem
Hanbonee MHGOPMATUBHbLIM AUArHOCTUHECKUM METOAOM ABAS-

Puc. 1. PogocnoBHasi cembu
Fig. 1. Family tree model

€TCsl reHeTMYecKoe TeCTMpOoBaHuKe, No03BoNAOLWEE B GOMbLUMH-
CTBE CNly4aeB BbIiBUTb MaTOreHHble BapuwaHTbl reHa ATP7B
B FOMO3WUIOTHOM MM KOMMAyHA-reTepo3UroTHOM COCTOSHUM.
C uenbto BbIBIEHUS NATOreHHbIX BapnaHToB reHa ATP7B, Kak
npaBuo, NPOBOAAT MOWCK 4acTblX MyTaLWKW, MccnefoBaHue
naHenn reHoB UK CEKBEHWPOBAHWE 3K30Ma, O4HAKO OMNMUCaHbI
cny4yan o6HapyXeHns NPUYnHbl 601e3HU BunbcoHa B rMy6oKmX
MHTPOHHbIX 061acTaX (Y4aCTKM reHoma, KOTopble HaxomsTcs
[lanexko OT 6efloK-KOoAMPYIOLLMX 3K30HOB), BbISIBUTb KOTOPbIE
BO3MOXHO TO/IbKO MpU UccnefoBaHUKM Bcero reHoma [11, 12].

NaeHTUOMKALNSA KOHKPETHbIX MaTOreHHbIX / BEPOSITHO
naToreHHbIX BapuaHToOB Y NauneHToB ¢ 601e3Hbl0 BunbcoHa
B HacTosiLLee BPEMS He NO3BONSET NMPUMEHSATL MePCOHaNN3n-
POBaHHyO Tepanuio, O4HaAKO YPe3BblYaNHO BayKHa 4N1s Mean-
KO-rE€HETUYECKOro KOHCYbTUPOBAHWS CEMbM, OLLEHKN PUCKOB
M NPOPUNAKTUKM BO3HUKHOBEHMUS 6ONE3HM Yy MoTOMCTBa
B 6yaywem [13, 14]. Boo6aBoK B npeablaywmnx nccnegoBaHu-
AX NOKa3aHa Koppenauus Mexay HeKoTopbiMU BapuaHTaMu
reHa ATP7B W KIMHWYECKMMU XapaKTepUCTUKaMu GONE3HH,
TaKMMU KaK BO3PacT BO3HWKHOBEHWS MEPBbIX CUMMTOMOB,
npeBanMpoBaHue Ne4eHOYHON UM HEBPOSIOMMYECKOW CUMII-
TOMaTWKKM [15]. B cBS3K C 3TMM BarKHOW 3ajaven aBnAStoTCS
onpegeneHne reHotMna U nogpobHoe onucaHne GeHoTUnu-
YEeCKNXx ocobeHHOoCTeN naLmMeHToB ¢ 601e3Hbio BunbcoHa.

Hue npeacrtaBneHo onucaHue ABOMX CMBCOB ¢ 60/1E€3HbIO
BunbcoHa, BbI3BaHHOW BapMaHTOM HeonpeaeneHHOro Kiu-
HMYECKOro 3HavyeHus ¢.2111C>T reHa ATP7B, paHee He
ONUCaHHbIM B TOMO3WIOTHOM COCTOSIHUM.

K/IMHUYECKOE ONMUCAHUE CEMbM

OnucbiBaemble HUXKe MNaUWeHTbl POAMIUCE B CeEMbE
¢ 6/IM3KOPOACTBEHHBIM BPaKoM, poauTenM — OBOKOPOAHbIE
cubebl (puc. 1), HauMOHaNbHOCTb — TaMXKMKKU; CEMENHbIN

ATP7B
N/c2111C>T

MauymeHt N2 1 ’

O

ATP7B
N/c2111C>T

Lnppo3 neuenn Maument N2 2 MauyneHnt N2 3 MaumeHt N2 4

leHeTnyeckas ATP7B ATP7B ATP7B
AMarHoctuKka €.2111C>T/ ¢.2111C>T/ N /¢.2111C>T
He nposogunacb ¢.2111C>T c.2111C>T

MpumeyaHme. Kpyr — WHAMBUOYYM MEHCKOrO Mnosa, KBaapaT — MYMKCKOro nosa. 3anurtas YepHbiM LiIBETOM Gpurypa — nauueHT ¢ 3a6oneBaHnemM;

durypa c 4epHOM TOYKON — 6ECCUMMTOMHbIW FETEPO3UrOTHLIN HOCUTESb 3a60neBaHNns. 3a4epKHyTaa Gurypa — ymepLunin poacTBeHHUK. Undpsbl
BHYTPU GUIYyp — KONMYECTBO AeTen cooTBeTCTBYoWero (popme durypbl) nona B JaHHOM 6pake.

Note. Circle — female individual, square — male individual. Black figure — patient with disease; figure with black dot — asymptomatic
heterozygous carrier. The crossed-out figure — died relative. Numbers inside figures — number of children of corresponding sex (to the figure

shape) in present marriage.
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Clinical Observation
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KnuHunyeckKoe Ha6noaeHue

aHaMHe3 HacneiCcTBEHHbIMU 3a60/1€BAHUAMM HE OTAMOLEH.
PogocnoBHasa cocTtaBfieHa co cnoB oTua npobaHaa cornac-
HO CTaHAapTU3MPOBAHHOMW HOMEHKIAType pPOAOCIOBHOM
yenoBeKa, peKomMeHaoBaHHOM HauunoHanbHbIM 06LWECTBOM
reHetTMyecknx KoHcynbtaHTOB (National Society of Genetic
Counselors, CLLUA) [16].

O naumeHTax

MayneHt N2 1

Co cnoB poauTenewn, AeBoYKa, pocna v passmBanacb no
Bo3pacTty. B 11 net norvbna oT OCNOXHEHWH, CBA3AHHbIX
C LUMpPPO30M neyeHwu. MNpuymMHy YCTaHOBWUTb He YyAanocChb,
[LONOSHUTENbHAA HPOPMALMS OTCYTCTBYET.

MayneHT N2 2

Manbyuk, 11 nert.

AHaMHe3 3a6oneBaHus. Co CnoB nauueHTa, ero poauTe-
NleNn, a TaKKe CornacHo npeaoctaBNeHHON MEAULMHCKON JOKY-
MEHTaLuMu, ¢ 6 NeT oTMeYaeT Nepmuoamyeckne 60un B UBOTE
(B BEpPXHEN NOMOBMHE, NpaBom noapebdepbe). B 8 net npu
NOAO3PEHMUN Ha NMHEBMOHUIO BNEPBbIE NMPU BUOXMMUYECKOM
aHanuM3e KpoBW BbISIBNEHO MOBbILEHWE aKTUBHOCTU TpaHC-
amuHas: anaHMHamuHoTpaHcdhepasza (A/IT) — o 198 Ea/n
(Hopma po 41 Ea/n), acnaptaTamuHoTpaHcdepasa (ACT) —
no 146 Ea/n (Hopma go 40 Ea/n) npyv HOpManbHOW KOHLEH-
Tpauun obuiero 6unupybuHa. NpoBeaeHo yabTpasByKOBOE
nccneposaHue (Y3M) opraHoB 6PIOLWHON NOIOCTU — BbIsIB/IE-
Hbl yBEIMYEHNE PA3MEPOB M MOBbILEHNE IXOTEHHOCTH Neye-
HW, YBENNYEHME Pa3MeEPOB cene3eHKU. MCKnoYeHbl ocTpble
BUPYCHble renaTtuTbl. B nocneaylowem manbyuK Nepuoau-
4yeckn obcnegoBancs, BbISBASAIM CTabuUbHOE MOBbIWEHWE
aKTMBHOCTU TpaHcamuHas ao 45-200 Ea/n, coxpaHsitolieecs
yBeIMYEeHUE NeYeHu, NoBbILEHNE aKTMBHOCTM raMmma-rtoTa-
MunTpaHcnentuaasbl (4o 74 Ea/n) n amunasel (go 104 Eg/n).

lMpoBeaeHo uccnegoBaHne 52 reHoB, acCOLMMPOBAHHbLIX
C cuHApomMOM Xxonectasa (MeaumKO-reHEeTUYECKUM Hay4HblIn
LLeHTp UM. akag. H.I. BoykoBa, MoCKBa): USMEHEHWI HYKNEO-
TULHOWM NocnefoBaTeNbHOCTU, MHTEPNPETUPYEMbIX KaK naTo-
reHHble, He 0BHapyXeHo.

B 9 neT npu uccnegoBaHmm o6meHa meau B nnasme Kpo-
BW OblNN BbISIBNIEHbI CHUXKEHWE KOHLIEHTpaL MK Liepynonnas-
MWHa Ao 26,7 mr% (Hopma 30-58 Mr%) n meau B nnasme
KpoBu A0 12,5 MKmonb/n (Hopma 13,4—24,4 MKMOAb/nN),
NOBbILWEHWE CYTOYHOW ISKCKpeuuu meam C MO4Yon —
no 42 mKmonb/n/cyt (Hopma 0,3-0,9 MKmonb/n/cyT). Ha
3TOM OCHOBaHWK Obll YCTAHOBNEH KAMHWYECKMI LMarHo3
«bonesHb BunbcoHa, neyeHo4yHas popmar. 1o MecTy KuTesb-
CTBa Tepanus He 6bl1a HavyaTa. B 3ToM e Bo3pacTe ManbynK
CTan »anoBaTbCs Ha MOCTOSHHYIO }Kaay, YacTble Mo4yeuc-
nyCKaHWs, CHUXeHWe macchl Tena. focne AonoNHUTENbHOMO
ob6cnegoBaHns 6bln ycTaHOBNEH AMarHos «CaxapHblit guabet
1-ro TMNa», Ha3Ha4YeHa UHCYIMHOTEPaNUs, KOTOPYO NauMeHT
nonyyaeT 4o HaCTOALWEro BPEMEHM.

B 10,5 neT Manb4ymMKy N0 MECTY XWTeNbCTBa Obl0 Ha3Ha-
4eHO W NpoBeAeHO MNOSHOMEHOMHOE CEKBEHWpOBaHWe
(9BoOreH, MockBa): BbisiBAeH BapuaHT ¢.2111C>T (p.T704l,
chr13:52534294G>A (HG19)) reHa ATP7B B roMO3MroTHOM
COCTOSIHWM, KOTOPbIW, COrnacHo Kputepusim AMeprUKaHCKON Kon-
nernv MeauumHeKux reHetukoB (American College of Medical
Genetics and Genomics, ACMG) [17], pacLieHMBaEeTCa Kak Bapu-
aHT C HeOonpeaeneHHoM KIMHUYECKOM 3Ha4YMMOCTblo. [pyrux
3HAYUMbIX UBMEHEHUN (B TOM Yncie B MUTOXOHAPWanbHon AHK
¥ Bapuaumu Yncna Konum), COOTBETCTBYIOLLMX KPUTEPUSIM MOUC-
Ka, He 06HapyeHo. [Ins NoaTBEPKAEeHUS pe3ynbTaToB MOSHO-
FEHOMHOIO CEKBEHMPOBAHMS BbIMOSIHEHO CEKBEHUPOBAHUE MO
CeHrepy (9BoreH, MockBa): Hanuine BapuaHTa ¢.2111C>T
(p.T704I, chr13:52534294G>A (HG19)) reHa ATP7B B romosu-
FOTHOM COCTOSIHUM MOATBEPKAEHO (pUc. 2, 3).

Puc. 2. CekBeHorpamma (cekBeHupoBaHue no CeHrepy), noaTeepaatollas Haanuume y npobaHga Bapnarta reHa ATP7B ¢.2111C>T

(p.T704l, chr13:52534294G>A (HG19))

Fig. 2. Sanger sequencing confirming that proband has the variant in the ATP7B gene, ¢.2111C>T (p.T704l, chr13:52534294G>A (HG19))
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Puc. 3. CekBeHorpamma (cekBeHuMpoBaHue no CeHrepy Ha peBepc-nocnefoBaTeslbHOCTH), NOATBEPXAAoWasa HanM4me y npobaHaa BapuaHTa

reHa ATP7B ¢.2111C>T (p.T7041, chr13:52534294G>A (HG19))

Fig. 3. Sanger sequencing (reverse one) confirming that proband has the variant in the ATP7B gene, ¢.2111C>T (p.T704l, chr13:52534294G>A

(HG19))
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dusukanbHas gmarHocTuka. B Bo3pacTte 11 net poct —
141 cm (SDS = -1,13), macca Tena — 43 Kr (SDS agnsq
WHAEeKca macchl Tena = 1,47), TENOCNOXEHUE MpaBUibHOE,
KOHCTUTYLIMS HOPMOCTEHUYeCKas. KOXKHble MOKPOBbI YUCTbIE,
CyXue, CMyrfible, Ha LWeEeKax COCyaMCTble 3BE340YKM, runep-
NUrMeHTaLMs KOXM B 061aCTU CyCTaBOB KUCTEN, B MOAMbI-
WweYyHblx obnacTtax. OTMedyaloTcs NacTO3HOCTb CTOM, 3aefbl
B yronkax prta. [leyeHb BbICTynaeT Ha 2 CM W3-nog Kpas
pebepHON Oyru, Kpan poBHbIM, 6€3601e3HEHHbIN. Pa3mepsbl
neyeHun no Kypnosy — 10(+2) X 9(+2) X 8 cm. o apyrum
opraHam u cuctemam — 6e3 NaTonoruu.

JlabopaTopHble nccnegoBaHus. Mo gaHHbIM GUOXMMUYeE-
CKOro0 aHanM3a KpPOBMW: MPU3HAKKU LMTONN3a MUHUMabHOM
ctenenn (ANIT — 45 Ea/n, ACT — 47 Ep/n), runepavnuge-
MUs (06lWmn xonectepuH — 7,1 MMOAb/N Npu HOpmMe Ao
5,2 mmonb/n, TpUrnnuepuasl — 2,3 MMOJb/N NpU HOpme
no 1,4 MMonb/n), CHUXKEHMWE B Mna3Me KPOBW KOHLEHTpa-
umn meau ao 9,5 MKmMonb/n (Hopma 12,6—-25,1 MKMonb/n)
W uepynonnasmuHa go 15,5 mr/an (Hopma 22-61 mr/an).
Mapkepbl BUpYCHbIX renatutoB (aHCV, HbsAg) He BbiSiBNEHbI.
B Koarynorpamme pernctpMpoBasnocb HapylleHue B cucteme
remocTtasa no Tuny runokoarynsauumn (AHTB — 175 c; Hopma
1o 40 c). B cyTo4HOM aHanM3e Mo4u BbISIBAEHO MNOBbIWEHME
3KCKpeunn meam ao 85 MKr/cyT (Hopma 3—45 MKr/cyT), npu
npoBegeHnn nNpobbl ¢ MEHULMANAMUHOM MOBbIWEHWE A0
890 MKr/cyT (Hopma 3—45 MKr/cyT).

UHCTpymMeHTanbHble nccaeqoBaHus. Mo gaHHbIM - Mar-
HUTHO-pe30HaHcHon Tomorpadun (MPT) opraHoB 6ptoLLIHON
NOAOCTU AMArHOCTUPOBAHbl yBENNYEHWE Pa3MepoB U And-
dy3HblE UBMEHEHUS MEYEHU, YMEHbLLEHWE PAa3MEPOB enu-
HOro NMy3bIps. M0 JaHHBIM HENPSIMOM 31aCTOMETPUN MEYEHHU,
YpOBeHb cTeato3a opraHa coctasnsan CAP 261dB/m, yto
COOTBETCTBYET CTerneHu creato3a S1, XEeCTKOCTb MeYeHu
B Hopme (4,2 KPa — FO no METAVIR). MNpu npoBeaeHun
MPT ronoBHOro Mo3sra npu3HakuM 04aroBbiX WU Andoys-
HbIX M3MEHEHWN BellecTBa Mo3ra He o6HapyxKeHbl. [lpu
HEBPOIOrMYECKOM OCMOTPE NaToNOrMn HEPBHOM CUCTEMBI HE
BbISIBNIEHO, MPU 0cMOTpe odTanbmonora Konblua Kansepa —
dneviwepa He 0GHaPYKEHbI.

MayneHT N2 3

[eBoukKa, 9 nert.

AHaMmHe3 3a6osieBaHus. Co CNoB MauueHTa, ero poaure-
Nlen, a TaKxKe cornacHo npeaocTaBfieHHOM MeANLIMHCKOM JOKY-
MEeHTaLuMK, B 7 NeT, nocne BbiBAEeHWUS 3a60neBaHns NeyYeHn
y CTaplwero 6paTa, BrnepBble 6bI10 BbINOJHEHO BGUOXUMUYE-
CKOe WCCNeAoBaHWE KPOBM, BbIIBAEHO MOBbILIEHWE aKTUB-
HOCTWU TpaHcamuHas ao 100-130 Ea/n. Mpu nccnegoBaHuu
CYTOYHOM MOYM IKCKpeuuss mMeau coctaBuna 35 MKMOSb/N
(Hopma 0,3-0,9 MKMOnb/n). Ha OCHOBaHUM KIWMHUKO-aHaM-
HECTUYECKMX [aHHbIX 6bl1 yCTaHOBAEH AuarHo3 «bonesHb
BunbcoHa, abgomuHanbHas (neyeHo4Hast) popman.

B 8 net npoBegeHo Y3M opraHoB GpPIOLWHOM MNOMOCTH,
O6HapyXeHbl NpuU3HaKu AUPOY3HbIX UBMEHEHUN MEYEHMU
W NOXKENYA0HHOW Kenesbl, yBeNMyeHne pa3MepoB KenYHo-
ro Ny3blpsi ¢ MHOPOAHbBIM COAEPKUMbBIM B MpocBeTe.

B 9 net (nocne yctaHOBNEHUS FEHETUYECKOrO AMarHosa
cTapwemy 6paTy) npoBeaeHo cekBeHnpoBaHue no CeHrepy:
BbISiBNEH BapuaHT reHa ATP7B ¢.2111C>T (p.T704l) B romo-
3UFOTHOM COCTOSIHUM.

dusukanbHas agnarHoctTuka. B Bo3pacte 9 net poct —
147 cm (SDS = 1,70), macca tena — 44 kr (SDS gnq
nHaexkca maccbl Tena = 0,83), TenocnoxeHwe npaBuiib-
HOE, KOHCTUTYUMSI HOpMOCTeHMYecKas. KoxKHble MOKpPOBbI
4YUCTble, CyXMe, CMYrble, Ha LiIeKax COCYAUCTble 3BE3A0M-
KW, TMNepnurMmeHTaums Koxu B 06/1acTu CyCTaBOB KUCTEW,
rONIEHOCTOMNOB, KOMIEHHbIX CYyCTaBOB, B NOAMbILEYHbIX 061a-

cTax. OTMeyvatoTcs NacTo3HOCTb CTOM, GOMNMKYIUT Ha nievax
n 6egpax. leyeHb nanbnupyeTca y Kpas pebepHon ayru,
Kpaun nevyeHu poBHbIN, 6€360N1e3HEHHbIN. Padmepbl nevyeHu
no Kypnosy — 8 X 7 X 8 cm. CeneseHKa He nanbnupyeTcs.
Mo gpyrum opraHam U cuctemam — 6e3 0CO6EHHOCTEN.

JlabopaTopHble unccnegoBaHusi. Mo gaHHbIM BGUOXMMM-
YeCKOro aHanM3a KpOBW Yy AEBOYKM BbISIBAEHbI NMPU3HAKK
umtonnsa (AJIT — 161 Ea/n, ACT — 81 Ea/n), runep-
6unnupybmnHemnsa (6UNUPyemuH obuwmnn — 56,6 MKMonb/n,
HopMa < 21 MKMONb/n; GUAMPYOUH HECBSA3aHHbIN —
33,9 MKMOnb/n, HopMa < 17,6 MKMO/b/N), MOBblWEHKE
aktuBHoctn J1AI no 560 Ex/n (Hopma go 414 Ea/n) v wenou-
Hon ¢ocdaTasbl go 463 Ea/n (Hopma go 369 Ea/n), noBbl-
lEeHNe KOHUeHTpauunn depputnHa go 290 MKr/n (Hopma
[0 140 MKr/n), CHUXEHWE KOHLEHTpauuu B nna3mMe Kpo-
BM uepynonnasmumHa — 12 mr/an (Hopma 22-61 mr/an).
Mapkepbl BUpYCHbIX renatutoB (aHCV, HbsAg) He BbiBNEHbI.
B Koarynorpamme npu3Haku HapylleHns remocTasa no Tuny
rMNOKOArynaUnn: CHUXEeHa akTMBHOCTb aHTUTpoM6uHa Il go
9% (Hopma oT 80%) 1 npoTpombuHa Ao 22% (Hopma ot 70%),
NnoBbIlWEHO TpoMBGUHOBOE Bpems Ao 24 ¢ (Hopma go 17 c).
B cyTo4HOM aHanM3e Mo4YM Ha Mefb BbISIBEHO MOBbIWEHWE
€ee 9KCKpeLmMmn npu nposeaeHnn npobbl ¢ NEHULMUANAMUHOM
[0 1326 MKr/cyT (Hopma 3—45 MKr/cyT).

UHCTpymeHTaslbHble uccaegoBaHus. Mo pgaHHbiM MPT
opraHoB OpPIOWHOW MNOMOCTU — YBEIMYEHUE pPa3MepoB
N anddy3Hble UBMEHEHUS NEYEHN C MHOXKECTBEHHbBIMU CHUAE-
POTUYECKUMU pPEreHepaTopHbIMU y3enKamu U GUOPO3HbI-
MW neperopogkaMmun (NpPosiBIEHUA LMPPO3a), YBEIUYEHUE
pPa3MepOoB KENYHOro My3blps M NOLKENYAOYHOM >Kenesbl.
MeToaom HenpsiMOW 31aCTOMETPUN MEeYEeHU onpeaeneH ypo-
BeHb cTeaTo3a opraHa — CAP 148dB/m, 4To cooTBETCTBYET
cTeneHu cteato3a SO, eCTKOCTb NeYeHn B HOPME U COCTaB-
nana 8,1 KPa — F2 (no METAVIR). MNMpn nposeaeHmun MPT
rOfI0OBHOI0 MO3ra — CMMMETPUYHOE YMEPEHHO BbIpaXKeHHoe
NOBbIWEHNE CUTHANbHbIX XapaKTepucTuk Ha T1-BWN ot 6nea-
HbIX LIAPOB, y4aCTKU cnabon rmMnepuHTEHCUBHOCTM 6enoro
BellecTBa NEPUBEHTPUKYNSAPHbLIX OTAENOB TEMEHHbIX JONEN
(ocTaTouyHble MpPU3HaKK nenkonatuu). lpu HeBponoruye-
CKOM OCMOTpE MaToN0rns HEPBHOM CUCTEMbI HE BbiIBNEHA,
npu ocmoTpe odpTanbmosnora Konbua Kansepa — dnenwepa
He OGHapyXeHbl.

MayneHT N2 4

Manb4uK, 3 roaa, *anobbl He NPeabsSBASET.

MNpoBeneH noucKk BapuaHta €.2111C>T (p.T704l) rena
ATP7B mMeToaoM cekBeHnpoBaHusl no CeHrepy: BapuaHT BbisiB-
JIEH B reTEPO3UrOTHOM COCTOSIHUK. [TPOrHO3 61aronPUATHbLIN.

FeHoTunupoBaHHne poguTenen

lNMpoBeaeHo cekBeHnpoBaHne no CeHrepy o60uMX poau-
Tenen C Uenblo BbiBNEHUA BapuaHTa ¢.2111C>T (p.T704I)
reHa ATP7B. YcTaHOBMEHO, YTO WM MaTb, WU OTel, ABASAIOT-
CSl reTepo3nroTHbIMM HOCUTENSAMM 3TOr0 BapuaHTa reHa
ATP7B. TlpHMMas BO BHUMaHWE, YTO CEMbS OXMUOAET POXK-
aeHns natoro pebeHKa, poauTenu 6blIn MPOMHOOPMUPO-
BaHbl O BO3MOXHOCTW NPOBEAEHNS UHBA3UBHOWM reHeTnye-
CKOW OAMarHOCTUKM (aMHMWOLIEHTE3) C LeNblo NpeHaTanbHOoro
o6cnenoBaHus BHYTPUYTPOOBHOMO pebeHKa, a TaKKe 0 Mepax
npodbunakTMKnM npuv nNnaHMpoBaHWUM nocnegylouwmx bepe-
MEHHOCTEN (BCMOMOratenbHble PenpoayKTUBHbIE TEXHOMO-
MK C MPUMEHEHWEM MpeanMnNaHTaLMOHHON reHETUYECKON
OMarHocTukm) [9].

BpemeHHas WwKana
XPOHONOIrMs KNOYEBbIX COBLITUM AN NaLMEHTOB B OMNU-
CblBaeMoW ceMbe npeacTaBieHa Ha puc. 4.
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Puc. 4. MNauneHTbl B ONUCbIBAEMOW CEMbE: XPOHONOMUS KOYEBbIX COOLITUH

Fig. 4. Patients in the described family: key events

Lnppos
neyeHu

MaumeHTt NeTanbHbIN
Ne1 nexon

MNepBas xanoba:
60b B XWUBOTE

erll o | 123 41567 8]0 1011
el o |1 2/3 /4156 7]8]9

CeKBeHUpoOBaHue
KnuHuyeckumn reHoma:
avarHos bB romosurora
BoiaBneH c.211C>T
CA 1-ro tvna reHa ATP7B

BbigBneHo KnuHuuveckuwm

1 AT ACT gmarHos BB CekseHuposaHue

no CeHrepy:
romo3urota
c.211C>T
reHa ATP7B

anob HeT:
reteposurora

c.211C>T
reHa ATP7B

MaumeHt
N2 4

BospacT nauneHToB, rogpl

lNpumedyaHue. BB — 6one3Hb BunbcoHa; C[l — caxapHbit anabeT; AJIT — anaHMHaMmmnHoTpaHchepasa; ACT — acnaptataMmnHoTpaHchepasa.
Note. WD (BB) — Wilson’s disease; DM (C/1) — diabetes mellitus; ALT (A/IT) — alanine aminotransferase; AST (ACT) — aspartate

aminotransferase.

OBCYXAEHME

B cembe 6bin BbIIBEH MWUCCEHC-BapuaHT ¢.2111C>T
(chr13:52534294G>A, HG19) B 3k30He 7 reHa ATP7B,
NPMBOASLWMN K 3aMeHe aMMHOKMCNOTbl B 704-1 no3uvumm
6enkKa (p.Thr704lle). 3ToT BapuaHT OTCYyTCTBYET B 6a3ax [aH-
HbIx ClinVar (www.clinvar.com) n gnomAD (https://gnomad.
broadinstitute.org). Anroput™Mbl NnpeacKkasaHns NaToreHHoOCTH
pacueHMBalOT AaHHbIN FEHETUYECKMIN BapMaHT KaK BeposT-
HO naToreHHbIn (Polyphen2_HDIV: 0.999, Polyphen2_HVAR:
0.998, MutationTaster: 1.000, PROVEAN: —-3.160, LRT: D)
B0 KaK BapuaHT C HeonpeaeneHHOM KIIMHUYECKON 3HaUK-
mMocTbto (SIFT: 0.053). CornacHo Kputepuam ACMG, BapuaHT
KaccudumuMpoBaH KakK BapuaHT C HEONpeaeneHHOoW KINHK-
YEeCKOM 3Ha4YMMOCTbIO [17]. B 6a3e reHeTU4eCKUX BapnaHToB
npu 6onesHn BunbCoHa NPUCYTCTBYET OAHO YNOMUHaHwe
BapuaHTa ¢.2111C>T (p.T704l) reHa ATP7B [18].

B pesynbrate noucka craten B 6ubavorpaduyHeckomn
6a3e paHHblx MEDLINE (https://pubmed.ncbi.nlm.nih.gov)
06HapyXeHo, 4To BapuaHT ¢.2111C>T (p.T704l) reHa ATP7B
paHee 6bln onucaH y 3 KUTaUCKUX NaumeHToB ¢ 60JIE3HbIO
BunbcoHa, HO TONbKO B KOMMayHA-reTepPO3UIrOTHOM COCTOS-
HUW (BMECTe C APYrMM NaToreHHbIM reHETUYECKUM BapuaH-
Tom) [19-21]. BrnepBble 3TOT reHETUYECKMI BapUaHT 3aperu-
ctpupoBanu X. Li u coaBT. (2019) B xo4e peTpOCNEKTUBHOIO
n3yyeHuns pesynbratoB obcnefoBaHmsa 114 netein ¢ 601e3HbI0
BunbcoHa [19]. OHn o6Hapyxunm 60 BapuaHToB reHa ATP7B,
13 KoTopblx 10 paHee He Obinn OnucaHbl, B TOM YUC/IE MUC-
ceHc-BapuaHT ¢.2111C>T (p.T704l). N3BeCcTHO, 4TO 3TOT
BapuaHT HaxoAuacs B KOMMayHA-reTepo3uroTHOM COCTO-
AHUKW, OAHAKO KaKasa-nMbo AOMONHWUTENbHAS KAMHMYECKas
MHPOPMaLMS OTHOCWUTENbHO AAHHOrO MauMeHTa He 6blna
npeactasneHa [19]. C. Huang u coaBsT. (2022) 06Hapyxuum
BapuaHT ¢.2111C>T (p.T704l) B KOMNayHA-reTepo3nroTHOM
COCTOAHUKN € ¢.2975C>T (p.R1319Q) y MyX4uHbI, obCcne-
noBaB 18 nauMeHToB C AMArHOCTMPOBAHHOW 6GONE3HbIO
BunbcoHa. M3BeCcTHO, 4TO y 3TOro nauueHta Obli CbiH,

OAHaKO JononHuTenbHasa uHdopmauusa otcytcTeyeT [20].
C.X. Feng u coaBT. (2022) npu ob6bcnegoBaHun 58 paetent
C OCTPOM MEeYeHOYHOM HeaocTaTOYHOCTbio (12 ¢ 60ne3Hbio
BunbcoHa) o6Hapyxunu BapuaHT ¢.2111C>T (p.T704l)
(3UroTHOCTb He yKa3aHa) y AeBOYKM 9O neT. ABTOpbI yKasanu,
YTO NaumneHTKa norména B Ucxone CBOero 3abonesanus [21].

Mmetowasncs uMHbopMaums 0 nauuveHTax ¢ 60Ne3HbIo
BunbcoHa 1 reHeTM4eckum BapuaHtom ¢.2111C>T (p.T704l)
reHa ATP7B npeacTtaBneHa B Tabnvue. B ¢BS3K ¢ He6OMb-
LWMM KOMMYECTBOM NaLMEHTOB C FEHETUYECKUM BapuaHTOM
€.2111C>T (p.T704l) reHa ATP7B w CKyaHbIM OMUCaHWEM
KIMHUYECKMX NPOSBNEHUA GONE3HW B Npeablaylmx uccne-
[OBaHMUAX Ha CErofHAWHUN feHb HEBO3MOXHO OHO3Ha4YHO
BblAeNNUTb FeHOTUN-GEHOTUNNYECKME KOppensaumu, CBOW-
CTBEHHblE 3TOMY BapuaHTy reHa. Bmecte ¢ TeM obpaliaet
Ha cebs BHMMaHWe, 4YTO BCe MaLMeHTbl B NpeacTaBNeHHOM
HamMu HabnoAeHUN nmenn abaoMuHanbHyl0 dopmy 60nes-
HW BunbcoHa, MaHUbECTUPYIOLWYIO B NEPBON AeKale XKus-
HU M OTIMYAIOLLYIOCS BbICOKMM PUCKOM HEGNaronpuUaTHOro
TeYeHusa 1 NeTanbHOro ucxoaa.

B Hay4yHOW nuTEpaType perynspHo NosaBASioTCS COOOLEHNS
06 06HapPYEeHUW HOBbIX HYKNEOTUAHbIX BapuaHToB reHa ATP7B
y nauueHToB ¢ 60nesHbio BunbcoHa [22, 23]. HakonneHue
rEHETUYECKOM U KIMHUYECKON MHPOPMaLMKU HEOOXOAUMO NS
NyyLlwero NoHUMaHUs MexaHn3moB 3Toro opdaHHoro 3abone-
BaHWA U, KaK CnefcTBue, pa3paboTKM HOBbLIX TepaneBTUHECKMX
noaxoaos [24, 25]. Heo6x0AMMO TaKKe OTMETWUTb, YTO AETH,
POXJEHHbIE B KPOBHOPOACTBEHHOM GpaKe, HaxoaaTcs B rpyn-
e NOBbIWEHHOrO PUCKA TAXKENbIX FTEHETUYECKUX 3a60NeBaHNN,
B OCHOBHOM CB$i3@HHbIX C a@yTOCOMHO-PELECCUBHbBIM TUMOM
HacnenoBaHus [26]. Mpy OTCYTCTBMM B TaKOW CEMbE BbISIBNEH-
HbIX C/lyHaeB reHeTUYECKMX HapyLleHUH MX PUCK Yy NOTOMCTBA
[IBOIOPOAHbIX CMOCOB BO3pacTaeT Ha 1,7-2,8% B cpaBHEHWUM
¢ 06WMM NONyNSLUMOHHBIM PUCKOM, @ HeoHaTaNlbHas U Mia-
[eHyecKas cMmepTHOoCTb — Ha 1,1% [26]. Mo 3Ton npuynHe
c60op ceMeNHOro aHamHesa B 3—4-M NOKOIEHNUAX NPOAOIKaAET



Ta6nuuya. OnucaHve naumeHToB ¢ 601e3Hblo BubcoHa 1 reHeTudyeckum BapuaHtoM ¢.2111C>T (p.T7041) rena ATP7B
Table. Description of patients with Wilson's disease and genetic variant ¢.2111C>T (p.T704l) of the ATP7B gene

MauueHTbl
XapaKTtepucTuKa
1[19] 2[20] 3[21] 4* 5* 6*
At 1 c.2111C>T | ¢.2111C>T €.2111C>T CBSEETSST €.2111C>T | ¢.2111C>T
(p.T7041) (p.T7041) (p.T7041) (p.77041) (p.T7041) (p.T7041)
e 2 c.2975C>T | ¢.2975C>T ot B CB;“;’;’TCHST €.2111C>T | ¢.2111C>T
(p.R13190Q) (p.R13190Q) A ’ (p.T7041) (p.T7041)
(p.T7041)
Mon HeT JaHHbIX MY}KCKOM YKEHCKUI KEHCKUM MYXCKOM MYXCKOM
BospacT nocTaHOBKM AnarHosa, rogbi 9 9 7
MopakeHue neveHu ecTb ecTb ecTb
MopaeHue ronoBHOro Mo3ra HeT AaHHbIX HeT HeT
Konbua Kaizepa — ®nenwepa ecTb B 11 ner HeT HeT
Llepynonna3amuH, Mr/an 19 nornéna 15 12
Mejb B CYyTOHHON MOYE, MKr/CyT HeT AaHHbIX HET AaHHbIX HeT AaHHbIX Igi':?:z? 890 1326
AT, Ea/n HET JaHHbIX aHanua3 reHa 198 160
He BbINONHEH
ACT, Ea/n HeT AaHHbIX 146 81
Bonb
Octpas
MepBbie anobbl neyeHo4yHas B HHUBOTE, Mosbiuenne
HEOCTATOYHOCTS noBblleHne AT, ACT
A AJTT, ACT

Mpumeyanue. AJIT — anaHnHamuHoTpaHchepasa; ACT — acnaptataMuHoTpaHchepasa; <*> — cob6CTBEHHbIE HABNOAEHUS.
Note. ALT (A/1IT) — alanine aminotransferase; AST (ACT) — aspartate aminotransferase; <*> — personal observation.

0oCTaBaTbCA BaXHbIM WMHCTPYMEHTOM MEAMKO-TeHETUHECKOro
KOHCYNbTUPOBaHua [27].

3AK/TIOMEHUE

MpencrtaBneHo onucaHue No3aHen AMarHOCTUKM M Hava-
naTepanuu 6one3Hn BunbcoHa y CM6COB C paHee He onucaH-
HbIM B FTOMO3WIOTHOM COCTOSIHUW BapuaHTOM reHa ATP7B.
Mony4yeHHble AaHHbIE NO3BONAOT paccMaTpuBaTb BbISB/EH-
HbI FEHETUYECKUI BapUaHT KaK BEPOATHO NaToreHHbln. Tem
He MeHee, TpebyeTca AanbHellwee n3lydyeHne ero GyHKLMo-
HanbHOro 3Ha4eHus B naTtoreHese 6one3Hn BunbcoHa.

UWHOOPMUPOBAHHOE COINIACUE

OT 3aKOHHbIX MpefcTaBuTEeNEeN NaLUMEHTOB MNOJly4EHO
nMcbMeHHOe MHGOPMUPOBaAHHOE A06POBOJILHOE cornacue
Ha nNy6nnKauuio pes3ynbTatoB 06CNefoBaHUsA M fiedeHus
(pata nognucanusa 05.06.2023).

INFORMED CONSENT

Patients’ legal representatives have signed informed
voluntary consent on publication of results of diagnosis and
treatment (signed on 05.06.2023).

UCTOYHUK ®UHAHCUPOBAHMUA

MonHOreHoOMHOEe 1 BanuaaLMOHHOE CEKBEHWPOBAHUE Mo
CeHrepy 6bifI0 MPOBEAEHO C UCMONb30BaHWEM GDUHAHCOBbIX
cpeacTs 61aroTBopuTeNbHOrO GoHAa MeanKo-CoLuanbHbIX
reHEeTUYECKMX MPOEKTOB NMOMOLLUU «[€HOM XU3HW».
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0O6ocHoBaHHe. [lcopnas v BUTUIIMIO — XPOHMYECKME OTHOCUTE/IbHO PAacrpOCTPaHEHHblE 3ab0/1eBaHMs KoK, BmecTe
C TeM, coyeTaHue aTnx 3aboseBaHUi y eTel oTMevaeTcs peaKko. CodeTaHme ncopuasa v BUTUINIO y peb6eHKa ¢ CUHAPOMOM
Cotoca paHee He onucaHo. OnucaHue KIMHUYECKOro ciy4as. Pe6eHoK (Manbynk), Bodpact 10 net. [ocnutann3mpoBaH
C anobamu (CO C/0B MaTEPU) Ha BbIChINAHMS Ha KOXE roJi0Bbl, Ty/I0BULIA, KOHEYHOCTEMN, COMPOBOXKAAILIMECS JIETKUM
3y/I0M, HE CBSI3aHHbIM C BPEMEHEM CYTOK. [1aTO/IOrMYECKMI KOXHbIM MPOLEeCcC HOCUT PacrpOCTPAHEHHbIA XapaKkTep.
MaumeHT runepakTMBEH, HEYCUAYMB, SMOLIMOHA/ILHO N1abUIEH, pasapa)kuteneH. XKanobbl Ha BbiCbiNaHUsl ¢ 7-71€THEM0
Bo3pacTta. B 8-netHem Bo3pacTe ycTtaHoB/eH cuHApom Cotoca (BapuaHT ¢.6559C>T (p.Arg2187Ter) B aKk30He 23 reHa
NSD1 (5935.3), ayToCOMHO-AOMUHaHTHbIM TUMN HacaegoBaHUs (MaTtosormyeckuit aanenb de novo)). B Bo3pacte 8,5 net
AMarHoOCTUPOBaH BYJibrapHbli rcopmas, conyTCTBYOLMIA AMarHo3 — BUTUIINIO, OrpaHnYeHHas popma. B cTauymoHape npo-
BefleHa cuMnAToMaTMYecKas MpoTMBO3YAHAs U Hapy)KHas natoreHeTnyeckas tepanusi. PototTepanms He Ha3HavyeHa BBUAY
Hann4ms OTHOCUTENILHOrO MPOTMBOINOKa3aHms (Manas peTpolepebpasibHas KMcTa) U 0CO6EHHOCTEN OCHOBHOIro 3aboseBa-
HUs (TMNepaKTUMBHOCTb, HEYCHAYMBOCTb), 3aTPYAHSAIOMX pa3MelleHne pebeHKa B KabuHe goToTepanuun. Ha ¢oHe nevyerHns
(14 cyT) oTMeyYeHa NoNoKUTEbHAS AUHAMMUKa: MICYE3HOBEHME 3y/1a, YMEHbLLIEHNE BblIPaXXEHHOCTH LIENYILEHNS, YITIOLEHUE
M no6aeAHeHNEe NcopuaTMIECKUX 31EMEHTOB ChIMW [0 MSTEH MOCTBOCMAINTEbHON MMNONUrMeHTaUun. Ha Koxxe o6nactu
MpaBoro KOJAEHHOro cyctaBa oyar AenurMeHTaumumn 6e3 uaMeHeHmi. BeinucaH aas ambynatopHoro HabmoaeHus. MporHoa
151 XKM3HM 110 CUHAPoMy CoToca M KOXXHOMY rpoLeccy 61aronpusaTHbIA. 3akatoYeHue. [lpeacTtaBieHo nepBoe MeAULMHCKOe
HabAeHne ciyyas ncopuasa v BUTUANIO y pebeHKa ¢ cuHapomom CoToca. NaToreHeTnyeckas cBsi3b yKa3aHHbIX 3a6osie-
BaHWI OAHO3HAYHO He ornpeaesneHa. J/ledeHne B Takux ciydasix TpebyeT COBMECTHOIO y4acTusl ePMaTo/IoroB, reHETMKOB
W neanaTpos.

KnroueBsbie cnoBa: cuHapom CoToca, ncopuas, BUTUINIO, PEBEHOK, KITMHUYECKUI Cayqan

Ansa yntnpoBanus: EdpaHosa E.H., Tackaesa [.I. CodyeTaHne ncopunasa v BUTUAUIO y pebeHKa ¢ cMHaApoMom CoToca: KNUHK-
YeCKuw cnyvan. Bornpockl coBpemeHHon neanatpumn. 2024;23(2):111-115. doi: https://doi.org/10.15690/vsp.v23i2.2742

Elena N. Efanova, Daria G. Taskaeva

Surgut State University, Surgut, Russian Federation

Combination of Psoriasis and Vitiligo in a Child
with Sotos Syndrome: Clinical Case

Background. Psoriasis and vitiligo are chronic, relatively common dermatological diseases. Meanwhile, their combination in children
is rare. The combination of psoriasis and vitiligo in a child with Sotos syndrome has not been previously described. Clinical case
description. The boy, 10 years old, was hospitalized with complaints (according to his mother) of rashes on the scalp, body, and limbs,
with mild itching that was not related to the time of day. The pathological skin process was widespread. The patient was hyperactive,
restless, emotionally labile, irritable. Complaints of rashes was mentioned firstly at the age of 7. Sotos syndrome was established at the
age of 8 (variant c.6559C>T (p.Arg2187Ter) in 23 exon of the NSD1 gene (5935.3), autosomal dominant type of inheritance (pathological
allele de novo)). Psoriasis vulgaris was diagnosed with secondary vitiligo (localized form) at the age of 8.5 years. Symptomatic antipruritic
and external pathogenetic therapy was performed in the hospital. Phototherapy was not prescribed due to the relative contradiction
(small retrocerebral cyst) and the peculiarities of major disease (hyperactivity, restlessness) that complicated to place the child in the
phototherapy booth. Positive dynamics was noted during the treatment (14 days): no itching, decrease of peeling severity, flattening
and blanching of psoriatic rash elements to spots of post-inflammatory hypopigmentation. The lesion (focus of depigmentation) on the
right knee joint skin remained unchanged. The patient was discharged to outpatient care. The prognosis for Sotos syndrome and skin
lesions is favorable. Conclusion. The first medical observation of the child with Sotos syndrome burdened with psoriasis and vitiligo
is presented. The pathogenetic correlation of these diseases is not clearly defined. Management of such cases requires the joint
collaboration of dermatologists, geneticists and pediatricians.

Keywords: Sotos syndrome, psoriasis, vitiligo, child, clinical case
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OBOCHOBAHME

CuHgpom CoToca — peaKkoe MynbTUCUCTEMHOE TeHETH-
yeckoe 3aboneBaHue, NMPUYUHOW KOTOPOro SABASIOTCA CMOH-
TaHHble M3MeHeHuss reHoB NSD1, koaupytowero 6enoK
ARA267 — rvucToHOBYIO MeTUNTpaHcdepasy, peryimpyoLlyo
[BYHanpaBneHHO TpaHcKkpunumio reHoB [1], u NFIX, Koau-
pylolWero TPaHCKPUMNUMOHHBLIN (aKTop, CBA3bIBAlOLLIMKCS
C NPOMOTOpPaMu reHoB, CoAepKallMMK NocneaoBaTenbHOCTb
TTGGGNNNNNGCCAA [2]. YacToTa cuHgpoma CoTtoca B nony-
naunn ouenmBaetcd B 1 cnydan Ha 10—15 TbiC. HOBOPOX-
feHHbIX [3]. KnMHUYeCKMMK npusHakamu 601e3HU ABNFIOTCA
BbICOKMM TEMMN pOCTa B paHHEM BO3pacTe C HapylleHWEM
GopmupoBaHMa cKeneTa, Makpouedanus, NpPU3HaKku akpo-
Meranuu (BbICOKMM U LUMPOKUIM 106, YKPYMHEHUE YentoCcTen,
A3blKa, KUCTEW W CTOM, MMYyOOKWMWA M XPUMJbIA FO0C, rONoB-
Hble 60nu1) [4], cneunduyeckne rpybble YepTbl NuMLa, aHTU-
MOHIO/IONHbIM pa3pes3 rMa3, yMCTBEHHas oTcTanocTb [5].
Y 2-15% naumeHToB ¢ u3meHeHussmmn reHa NSD1 onucaHbl
acTUrMaTM3Mm, KaTapaKTa, rMnepMeTponus, MUOMUS, HACTarM,
Kocornasue, xonecteatoma, KOHAYKTUBHasA TyroyxocTb, 3anop,
KOHTPaAKTYpPbl, KPaHMOCMHOCTO3, KPUMTOPXM3M, racTpo33o-
dareanbHbll pednioKC, remMaHrmombl, remuruneptpodus,
6onesHb MpwnpyHra, rugpouene, runepkanbuMeMus, rmno-
[IOHTUS, TMNOCNaaus, rTMNoTMPEO03, NaxoBble 1 MYNOYHbIE IPbl-
W, HeOHaTaNbHas rMnNorNMKemMus, BOPOHKOO6pa3Has rpyaHas
KneTka, GUmo3s, cybnneBpasbHble My3bipu, SKBMHOBapPYyCHas
nedopmaums C€Ton, aHOManMKM MO3BOHKOB, CUHAAKTUAUS,
rMnonfaasvna Hortew, rmnep- U rMnonurmeHTauus Koxu [5].
B ogHOM cnyyae y naumeHTku ¢ cuHapoMom Cotoca B Bo3pac-
Te 39 neT onucaHo pas3BUTUE BUTUAUIO [2], HO O COYETAHUU
C APYrMMU XPOHWYECKMMK 3ab0NeBaHUSIMWU KOXM, BKJIKOYas
rcopuas, He coobLyanock. BmecTe ¢ Tem coyeTaHne ncopmasa
1 BUTUANIO B OTEYECTBEHHOM [5] M 3apyOGeHOM MeANLIMHCKON
nuTepatype [6, 7] onucaHo HEOAHOKPATHO.

Hue npeactaBneHO NepBOe OMNUCaHWE KIMHUYECKOro
cflyyas ncopvasa M BWUTMAWIO Yy NalMeHTa C CUHAPOMOM
Coroca.

KJAMHUYECKHUA NPUMEP

O nauyueHTe

MaumneHT I, MmanbynkK, Bo3pacTt 10 net. anobbl, co cnoB
MaTepu (B CBA3WM C 3a[E€PXKKOW MCUXOPEYEBOro Pas3BUTUS
W HapylleHMEM 3BYKOMPOW3HOLWIEHUS ¥ pebeHKa), Ha BbIChI-
NnaHWa Ha KOXe roMoBbl, TY/JIOBULLA, KOHEYHOCTEM, COMpO-
BOMJAIOLIMECA IETKUM 3Y[I0M, HE CBSI3aHHbIM C BPEMEHEM
CYTOK, BO36YyAMMOCTb, 6E€CNOKONCTBO, TPEBOXHOCTb.

AHamHe3 3a60/1eBaHHs

BbicbinaHusi B BUAE GeNbIX MNATEH HA KOMXE KOJIEHHbIX
CyCTaBOB MNOSIBUINCb B BO3pacTe 7 JieT Mocne akKTUBHOW
nMHconsaumn. Mo aTomy MoBoOAy K cneuuanuctam He obpa-
wanucb. Yepes 5 mec maTb 3amMeTuna HOBble BbiCbina-
HUS Ha KOXE XXMBOTa, BbICTynakolMe Haj MOBEPXHOCTbIO
KOXMU. [losaBneHne cbinv cBA3ana ¢ 3MOLMOHalbHbIM Nepe-
Hanpsi>keHmem (obydyeHne pebeHKa B 1-m Knacce LWKOMbI).
CamMocTosITeNIbHO UCNoNb30BaNW aHTUIMCTaMUHHbIE Npena-
patbl, 6e3 adpdekTa. Cnycta 1 mec obpatuancb K neauvaTpy
Nno MECTY }WUTEeNbCTBa B CBA3W C pacnpoCTpaHEHNEM BbiCbl-
naHWM Ha KOXy TyNoBMLLa. bbina Ha3dHavyeHa HapyXHasa Tepa-
nus (Ha3BaHWS NIEKAPCTBEHHbIX MPEenapaTtoB He MOMHMUT),
6e3 addekTa. PebeHOK Obin HanpaBneH NeaMaTPoM Ha KOH-
CynbTaLMio B KOXHO-BeHeponornyecknn aucnaxcep (KBA)
no MecTy XuTenbctBa. OaHako nauuneHT obpatuncsa B KB/
nvwb B Bo3pacTte 8,5 net. K aToMy BpeMEHHM Cbifb pacnpo-
CTpaHunacb M Ha BONOCUCTYIO YacCTb rofioBbl. Pe6eHOoK 6bin
rocnuTanua3uMpoBaH B AHEBHOW cTaunoHap KB/, rae ycrta-
HOBJIEH KIIMHWYEeCKMI anarHos: «L40.0 MNcopunas BynbrapHbIn,

pacnpoCcTpaHEeHHbIN C NOpPaXKEHMEM BOJIOCUCTOMN YacTu rono-
Bbl, CTaLlMOHAPHaa CTaaus, BNepBble BbIABAEHHbIN», COMyT-
CTBytOWMI anarHo3: «L80 Butunuro, orpaHndeHHas dopman.
Monyyan HapyxHyl Tepanuio (Has3BaHWUS JleKapCTBEHHbIX
npenapatoB MaTb pebeHKa He MOMHWT, BbIMUCKa U3 Meau-
LIMHCKOM OOKYMEHTaL MK OTCYTCTBYET) Ha NpoTsKeHun 14 cyr,
BbIMKWCaH C yydlleHMEM KOXHOro npouecca. Cnycta 10 mec
BHOBb OTMETWUM pacnpoCTpaHeHMe BbICbINaHWM, 4TO MOCy-
U0 MPUYMHOW HacTosLLEN rocnuTannsauum B OHEBHOWM
ctaumoHap KBA.

AHaMHe3 XU3HU

Pe6eHoK oT 1-i 6epeMeHHOCTH, NpoTeKaBLWEN Ha GoHe
rectosa, ypeannasmosa, rectauMoHHOro nuenoHedpwuta,
XpOHMYecKkon deTonnaleHTapHOM HegoCTaTOYHOCTU, MHOIO-
Boaus. Poaunncs B pesynbtaTte onepaTMBHOro pogopaspelle-
HUS B cpoKe rectauuun 41 Hed. Macca Tena npu poxaeHnn —
4720 1, poct — 60 cM. BbinucaH Ha 4-1 AeHb C AMArHO30M:
«4pe3mMepHO KPynHbIN pebeHOoK. [epeHoLleHHbIn pebGEHOK.
dusnonornyeckaa xentyxar». C poxaeHusas MaTb OTMeva-
Nla 6ecnoKoncTBo pebeHKa, 0CO6EHHO MNpu NPOBYKAEHUM.
PerynsapHo Habnogancs y neguaTpa U HeBposiora rno mMecty
UTENbCTBA C TMMNEPTEH3UMOHHO-ruapoLedanniyeckum CuH-
LPOMOM, NepuHaTanbHbIM MOPaXKEHNEM LEHTPaNbHON HEPB-
HOM CUCTEMbI, MepuHaTanbHON aHUedanonatmen, MMaToOHK-
YECKUM CUHAPOMOM, TMraHTM3MOM, 3a4EePKKON MOTOPHOrO
pa3BuTUS. HeogHOKpaTHO nonyvan Kypcbl ambynaTopHOro
W CTalMOHapHOro nevyeHus, 6e3 apdeKta. B 2-netHem BO3-
pacTe AMarHoCcTMpoBaHa 3afdepKa MCUXopeyeBoro pas-
BUTUS. AMOYnaTopHOE fle4eHre no 3TOMy NMOBOAY NOA KOHT-
ponem HeBposora, ncuxuatpa, cypaonora W neguatpa, 6e3
adodekTa. C 3-neTHero Bo3pacrta Habnogancs y dHAOKPUHO-
nora ¢ gMarHo3om: «<KOHCTUTYLMOHaNbHas BbICOKOPOCOCTb,
MaKpocoMUs». PerynapHble 3aHATHS ¢ 1Ioronejom 1 Ncuxosno-
rOM MO KOPPEKLMKU 3a4ePrKKM NCMXOPEYEBOro pa3sutus, 6e3
adpodekTa. B 4-neTHeM Bo3pacTe AMarHOCTMpPOBaHbl rpybas
3a[eprKKa NcuxopeyeBoro pa3BuTUs, CUHAPOM FMNEPaKTUB-
HocTW. O6cnegoBaH HEMPOXMPYPIrOM, FEHETUKOM; PEKOMEH-
[l0BaHbl MEeAMKO-COoLManbHas 3KCNepTM3a U reHeTnyeckoe
obcnegoBaHne Ha cuHapoMm MapTtuHa — benn (no peuwe-
HUIO poauTenen He npoBoaunuck). o 7-neTHero Bo3pac-
Ta HEOAHOKPATHO KOHCYNbTMPOBAH HEBPONIOrOM, HeWpo-
XMPYProM, MCUXMaTpPoOM, FEeHETUKOM; Mojyyan MOBTOPHbIE
Kypcbl Tepanuu (puauoTtepanus, nedyedbHas PuU3KynbTypa,
cefaTMBHbIE M HOOTPOMHbIE NpenapaTbl) B ¢BA3M ¢ Aucoda-
3MeN pasBUTUS, AM3apPTPUEN, TMNEPAUHAMUYECKUM CUHA-
POMOM, WHTENEKTYaNbHO-MHECTUYECKUMWN HaPYLUEHUAMMU,
6e3 adodekta. C Havyanom 06y4yeHUs B LIKONE BbISBUIUCH
aucrpadus, AUCNEKCUS, TUNepaAnHaMUYECKUA CUHAPOM,
NPUCOEANHUINUCE FONOBHbIE 6ONM HaNPSKEHUS, 3IMOLMO-
HanbHaa NabWnbHOCTb, HOYHbLIE XOXAEHWS MO KBapTUpe.
MporpeccrupoBanu NposiBNEHUS MakKpocoMuu. B 8-netHem
BO3pacTe MeHeTMKOM MO PernmoHasbHOM MnporpamMmme npo-
BE€AEeH XPOMOCOMHbIN MWKPOMAaTPUUHbIN aHannu3 — aucba-
NaHc He BbiSiBNeH. PekomeHaoBaHa NnaHoBas KOHCYAbTaLms
reHeTuKa B degepanbHOM MEAWKO-TEHETUHECKOM Hay4YHOM
LeHTpe. B pesynbrate CEKBEHMPOBAHWS 3K30Ma BblISIBNEH
naToreHHbln BapuaHT ¢.6559C>T (p.Arg2187Ter) B aK30He 23
reHa NSD1 (5935.3), onpeneneH ayToCOMHO-AOMUHAHTHbIN
TMN HacnegoBaHWs (NaTonornvyeckuin annenb de novo). Ha
OCHOBaHWKM 3TUX OaHHbIX B Bo3pacTe 8 neT pebeHKy aua-
rHocTMpoBaH cuHapoM CoToca. BbisiBAeHbl AonAuxocurma,
3anop, noaaeduruUnTHOE COCTOSAHUE (KOINOUAHbIE CKOMNEHUS
B 06enX O0N9X LWMTOBUOHON XKenesbl, 3yTUPeo3), HOCUTENb-
CTBO aHTUTEN K TUpeonepoKcuaase, PUMo3, HOYHOW IHYpPES,
KanMKOMMeNnoaKTasnsg ¢ 06enx CTOPOH, My3blPHO-MOYETOou-
HUKOBbIM pednioKC crnpaBa, pe3uayanbHasa LepebpanbHas



HefOCTaTOYHOCTb, HEBPOTUYECKUI CUHAPOM, TMNEPANHAMMU-
YeCKoe pPacCTPOWMCTBO MOBEAEHMS, KOTHUTUBHbIA AedULmT,
ncesnobynb6apHas aM3apTpus, Manas petpouepebpanbHas
KWCTa, FoNoBHbIE 60N HAMNPSXKEHUS, AUCKMHE3US KENYEBbI-
BOASALMX MyTEN MO rMNOMOTOPHOMY TUMY, BTOPUYHbIN Lienna-
KWMHbIA CUHAPOM.

N3 nepeHeceHHbIX 3a60fieBaHNU: OCTpble pecnupaTtop-
Hble MHOEKUUKN, MHOEKLMOHHBIN MOHOHYKNE03, LiMTOMEera-
NOBUPYCHaa MHOEKUMUS. XpOHUYECKMEe 3ab0neBaHUs KOXM
y 6AMKaNLLMX POLCTBEHHUKOB B TPEX MOKONMEHUSX HE BbISiB-
NeHbl. TybepKynes, onucTopxo3, BUPYCHble renatutbl, BUY,
cuodunnc otpuuaet. AnneproaHamMHe3 6e3 0COGEHHOCTEN.
C poxaeHus MNpOXKMBAET B PErMoHe, Mo KaMMaTUYECKUM
YCNoBUAM NMPUBNMKEHHOM K panoHam KpanHero CeBepa.

dusuKkanbHaa AMarHocTuka

Pe6eHOK runepakTMBEH, HEYCUAYMB, ISMOLIMOHANbHO
nabuneH, pasaparuTeneH. [1laTtonorniecknim KOxHbl npoLece
HOCWT pacnpoCTPaHEHHbIN XapaKTep ¢ AnPdy3HbIM BOBMEYE-
HMEM KOXM BOJIOCUCTOM YacTu rofioBbl, nLa, Wen, TYN0BULLa,
BEPXHMX U HUIKHUX KOHEYHOCTEN. BbicbinaHns npeacTaBfieHbl
MHOECTBEHHbIMW MWAWAPHbBIMU, NEHTUKYISPHBIMK Nanyna-
MU PO30BO-KPACHOrO LiBETa C YETKUMM rpaHnLLI@Mm, OKPYrbIX
dopM, C yMEPEHHON UHOWUABTPALMEN B OCHOBAHUU, NIEMKUM
cepebpucTo-6enbiM LENYLWEHNEM Ha MOBEPXHOCTU, MHOMKe-
CTBEHHbIMWU NSATHAaMW MOCTBOCMANUTENBHOM TUMOMUIMEHTa-
umn. lMcopuatuyeckana Tpuaga nonoxutenbHas. CuMnTom
KapTtamblleBa NoNoXuUTENbHbIN (prc. 1, 2).

Ha koxke obnacTtu pasrmbaTtenbHOM NOBEPXHOCTM NpaBo-
r0 KOMIEHHOro cycTtaBa o4ar AenUrMeHTauuu C YETKUMMU
rpaHuLamu, okpyrnon Gopmbl AMaMeTpom Ao 5 cm (puc. 3),
B Nyyax Namnbl Byga oTmevaeTcs mMonovHo-6enoe cBeve-
HWe. Bonockl B oyare nnweHbl NUrMeHTa. Mepudepunyeckme
nMMmdaTMyeckne ysnbl He yBennyeHbl. HorteBble nnacTuHbl
KWUCTEW M CTON He U3MeHEeHbI. CycTaBbl BU3yanbHO HE U3Me-

Puc. 1. NaunenT I, 10 net. Bbicbinanus
Ha KOXKe TyNoBMULLa, KOHEYHOCTEN

Fig. 1. Patient G., 10 years old. Rashes
on the body and limbs skin

KOHeYHoCcTewn

Puc. 2. NaunenT I, 10 net. Boicbinanus
Ha KoXKe 3a[HeN NOBEPXHOCTU HUKHMUX

Fig. 2. Patient G., 10 years old. Rashes
on the posterior surfaces of lower limbs

HeHbl, Npy Nanbnauun G60N1Ee3HEHHOCTHU, TMNEPTEPMUMN HET.
[depmorpadunam KpacHbIn. [Apyrux natonorm4ecKkmnx Bbicbina-
HUIM Ha KOXEe M BUAMMbIX CIM3UCTbIX 060104Kax HET. MHAEKC
PASI npu noctynneHuu: 18.

MpepBapUTenbHbIA AUArHo3

L40.0 lMNcopwras ByNbrapHbIi, pacnpocTpaHeHHbIM ¢ nopa-
KEHMEM BOJIOCUCTOM YacTu rofioBbl, CTalMOHapHasa crtaaus,
BrnepBble BbiBEeHHbIN. L8O BUTUAMIo, orpaHuyeHHas dop-
ma. CuHapom CoTtoca.

[AvHamMuKa 1 ucxopabl

Mpu nabopatopHOM 06CAEA0BaHUM NaLMEHTA B Nepu-
oA rocnutanuMsauuu nokasaTenu o6LLEero aHaan3a KpoBH,
o6Llero aHanMsa Mo4uM, GUOXMMUYECKOrO aHanM3a KpoBM
B npeaenax BO3pacTHOM HOPMbI.

HasHayeHa crnegylowas Tepanus: cumnTomaTMyecKas
npoTMBO3yaHasa (cupon nopataguH 5 mr / 5 mn (1 mepHas
noxka) 1 pa3 B AeHb B TedyeHne 10 cyT), natoreHeTnyeckas
Hapy*KHas (N1ocbOH U Ma3b 6eTaMeTasoH (B dopme Aunpo-
nuoHata; 0,640 mr) + canuumnoBas Kucnota (30 mr) 2 pasa
B [leHb Ha KO}y BOJIOCUCTOM YaCTW rON0Bbl, BbiCbIMaHMs Ha
KOXe Leu, TynoBuLa B TeyeHne 14 cyT), Ma3b MeTUInpea-
HM30n0Ha auenoHaT 0,1% 1 pa3 B AeHb Ha O4Yarn Ha Koxe
n1Mua, NOAMbIWEYHbIX BNaAMH, NaxoBblX CKAaAoK, N06KOBOK
obnactn B TevyeHune 14 cyr. doToTepanuio He MPOBOAMM
BBMWAY HaNM4YMUA OTHOCUTENBLHOIO NPOTUBOMOKa3aHusa (Manas
peTtpouepebpanbHas KUCTa) U OCOBEHHOCTEN OCHOBHOIO
3a6oneBaHns (TMNEepPaKTMBHOCTb, HEYCUOYMBOCTDL), 3aTpya-
HAOLWMX pa3melleHne pebeHKa B KabuHe doToTepanmu.

Ha ¢oHe nevyeHuss B TeyeHne 14 cyT oTmMevanu Moso-
HUTENbHYIO AMHAMMKY: MCYE3HOBEHWE 3yAa, YMEHblUeHMWe
BbIPA)KEHHOCTU LWeNyLeHus, ynaouweHne n nobnegHeHue
ncopuaTM4yecKMx 31EeMEHTOB CbiMKM A0 NATEH nocTBocna-
NIUTENbHOM rMnonurmeHTauuun. Ha Koxe o6nactv npaBoro

Puc. 3. NauuneHT I, 10 neTt. BbicbinaHus
Ha KoXxe pa3rnbaTtesibHOM NOBEPXHOCTH
NpaBoro KoJIEHHOro cycTaBa

Fig. 3. Patient G., 10 years old. Rashes
on the right knee extensor surface

McToyHuK: EdaHoBa E.H. 1 coaBrt., 2023.
Source: Efanova E.N. et al., 2023.

McTouHuK: EdaHoBa E.H. 1 coaBrT., 2023.
Source: Efanova E.N. et al., 2023.

McTouHuK: EdaHoBa E.H. 1 coaBrT., 2023.
Source: Efanova E.N. et al., 2023.
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Clinical Observation

=
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KnuHunyeckKoe Ha6noaeHue

KOJIEHHOrO cycTaBa o4ar genurmeHtaumm 6e3 M3MeHeHun.
Muaekc PASI npu Bbinucke: 5,6. BoinucaH noa HabnwoaeHne
Bpaya-AepmaTtoBeHeposiora B aMbynaTopHO-NONUKINHUYE-
CKMX YCNIOBUSIX C PEKOMEHJALMSAMU AMCNaHCepPHOro Habto-
[leHnss No noBoAy ncopuas3a U BUTUIUTO, UCKIOYEHUEM
TpaBMaTU3aLuMM KOXM M KOHTaKTa KOXMW C pasaparkalowmnumm
BellecTBaMM, OrpaHMYeHUs MCUXO3IMOLMOHANbHbIX CTpec-
COB, MCMOJIb30BaHUSA 3MOJIEHTOB E€XeJHEBHO AJIUTENbHO,
peKoMeH10BaHbl HabnoaeHWe y neanatpa, HeBposora, ncu-
XnaTtpa (no nosoay cuHapomMa Cotoca), KoppeKumsa nposse-
HWUM OCHOBHOIO 3ab60NeBaHMS.

MporHo3s

MporHo3 ana »u3Hu no cuHagpomy CoTtoca M KOXKHO-
My npoLeccy 6naronpusaTHbIA (PUCKKU Pa3BUTUSA KUSHeEyr-
POXKaIOWMX COCTOSHUMA M CMEPTM Ha YPOBHE MONyAsSLMOH-
HbIX). C HacTynneHuem nybeptata BO3MOXHO 3aMensieHne
NPOrpeccupoBaHuns ABAEHUM MaKpPocoMUU. TporHo3 Teye-
HUA OepmaTo30B (Ncopuasa W BUTUAMIO) HEOOHO3HAYEH.
CyLLLECTBYIOT PUCKM MpoOrpeccupoBaHusa (pacnpocTpaHeHus
W peunaMBMpoOBaHHKS), Y4UTbIBass KOMOPOUAHOCTb U CHOXK-
HOCTW B Ha3Ha4yeHWKN 6a30B0OM Tepanunun (MPOTUBOMNOKa3aHUA
K ¢poToTepanunm).

BpemeHHas wKana
XpoHONOrus KyeBbiX COObITUM NpeacTaBeHa Ha puc. 4.

OBCYXAEHME

MpunymHon pazsutua cuHapoma Cotoca ABASETCH CMOH-
TaHHoe M3MeHeHue reHa NSD1 [5, 6]. B HacToslee Bpe-
MS M3BecTHO 6onee 100 naToreHHbiX BapWaHTOB 3TOro
reHa [7]. Ho HM OOWH U3 HUX HE OMKUCaH B CBA3WU C BUTUIIUTO
WAn ncopmasom. BmecTte ¢ TeM M3BECTHO, Y4TO y NaLMEHTOB
¢ cMHapoMoM CoToca BO3MOMHbI TMNO- U TMNEepnurMeHTa-
umMm [5]. TakKe onucaHbl clydyanm HOCUTENbCTBa OO0JIbHbIM
C ncopuasom MUKpoaynankauum reHa NSD1 v peueccuBHoO-
ro n3MeHeHus reHa IL36RN, KOppenupyrLwero ¢ TAXeCTblo
ncopuasa [8], a TaKkKe coyeTaHus cuHapoma Cotoca 1 BUTK-
nuro [6]. Kpome TOro, ans nauMeHToB C BUTUIIMIO XapaKTe-
peH BbICOKMWA PUCK pa3BUTUSA ncopuasa [9], HO He Haobo-
pot [9, 10]. B aToM cBSI3M MOXHO MPEeanosioxuTb Hannvne
06LMX MexaHM3MOB NaToreHesa cuHapoma CoToca, ncopma-

3a ¥ BUTMAMIo. OQHAKO Mbl HE UCK/IOYAEM CNyYalHYHO CBSA3b
cuHapoma Cotoca, ncopuasa M BUTUAMIO B NMPUBEAEHHOM
K/IMHUYECKOM HaboAeHUH, TaK KaK B Hay4YHOW niuTepaType
OTCYTCTBYIOT y6eanTenbHble CBUAETENbCTBA MPUYMHHO-CNES-
CTBEHHOW UK NaToreHeTUYeCKom CBSA3M ATUX 3aboeBaHum.

JleyeHune ncopuasa v BUTUIUTO BKIIKOHAET B Ce05 CXOXKMe
MeToAbl, B HacTHOCTM GOTOTEPANMUIO U HAPYKHYIO Tepanuio
[11, 12], koTOpblE CNOCO6GHbLI OKa3aTb MONOXKUTENbHOE BJIU-
SIHME Ha Te4yeHue obounx 3abonesaHum [13, 14]. B KanHU4e-
CKOWM MpaKTUKe NOAXOL K NeYeHuto onpegensercs ¢ y4etom
cneundunyeckmnx ana nauneHTa GakTopoB, TaKUX KaK ero
BO3pacT, TAXKEeCTb OCHOBHOro 3a6oneBaHus, Haanyme conyt-
CTBYIOLLMX 3a60/1€BaHMI, @ TaKKe YyBCTBUTENbHOCTb M MpU-
BEPKEHHOCTb NleYeHnto. B onMcaHHOM Hamu crnydyae Cnox-
HOCTb 6a3ncHOM Tepanuu onpegensnacb KOMOpPOGUAHOCTbIO
M HEBO3MOMXHOCTbIO Ha3HavyeHus ¢GoToTepanuM B CBA3M
C HanuMynem conyTtcTBylowero 3aboneBaHus. Xota ¢oTtoTe-
panus cnoco6CTBYET perpeccy ncopnaTMyecKmx BbiCbiNnaHmm
[13, 15], ana onMcaHHOro Hamu pebeHKa oXxnaaeMble PUCKK
no6oYHbIX 3PDEKTOB B pesynbrate Takoro neyeHus (poct
peTpouepebpanbHON KUCTbI, OXKOI KOXK M3-3a FTMNepaKkTuB-
HOCTM pebeHKa) npeBbiWwatoT Nofb3y. B cnydyae ynopHoro
peLnaMBMPOBaHNS KOXHOIMO MpoLecca, COrMacHO KAWHU-
YeCKMM peKkomeHgaumsam [11], Heob6xoAMMO paccMOTpeTb
BOMPOC O Ha3HaAYeHWW CUCTEMHBbIX MMMYHOEMNPECCAaHTOB
(Hanpumep, MeToTpeKcaTa). XoTs, N0 HalemMy MHEHUIO, Y OMNK-
CaHHOro HamMK NauuMeHTa TaKasl Tepanus B CBA3KW C Nopake-
HMEM MHOXECTBa OPraHOB MOXET MPUBECTU K Pa3BUTUIO
cepbesHblX NO60YHbIX IPPEKTOB M OCNOXKHEHUN. B cnyyvae
TSXKENOro TevyeHus ncopuasa y pebeHKa NepCrneKkTUBHbLIM
SIBNSIETCA Ha3Ha4YeHUEe TEeHHO-UHMKEHEPHbIX GUONOrMYECKMX
npenapartos [10, 11].

3AK/TIIOYEHUE

CuHgpom CoToca npeactaBnsieT cob60n MynbTUCUCTEM-
HYIO FTE€HETUMYECKYID NaToNOrMI0 C XapaKTEPHbIMU KAWHKYeE-
CKUMM Npu3HaKamu. [Matonormus Koxun npu cuHapome Cotoca
BO3HMKaeT HeyacTo. [peacTaBneHO peakoe MeaMLMHCKoe
HabngeHne covyetaHms cuHgpoma Cotoca v AepmaTo30B.
B HacToAlee BpemMsa OTCYTCTBYIOT AOCTOBEPHbIE HayyHble
CBEeAEHMA O HalM4YyMM NaTOreHeTUMYECKOW CBSA3M CUMHAPOMA
Cotoca, ncopnasa v BUTUAKUTO. [10 3TOM NpUYMHE OOKYMEHTH-

Puc. 4. XpoHonoruns KntoyeBblx co6bITU Y nauunenTa I ¢ cuHapomom CoToca, NcopuasoM U BUTUANTO
Fig. 4. Key events in patient G. with Sotos syndrome, psoriasis, and vitiligo

MporpeccupoBaHune MporpeccupoBaHune
MporpeccupoBaHune
ncopuasa — rncopuasa — sie4eHune
rncopuasa — jie4eHune
[le6toT BUTMUNIIO [e6toT ncopunasa obpalleHne y iepMaToBeHeposiora
y AepMaToBeHeposiora
K neamarpy no mecty KBA B JHEBHOM
UTENbCTBA ctaumoHape KB

Boaspact 7 net
(aKTMBHas MHCONALMA
Ha mope)

Bospact 7 net
(Hayano oby4yeHus
B LWKONE)

Bospact 7 net
(aMouMoHanbHbIe
Harpysku B npotiecce
06y4yeHUs B LIKONe)

BospacT 8 ner,
[marHos
«cuHapom Cotoca»

BospacTt 9 net

PacnpocTtpaHeHue
Bbicbinanms _
BbicbinaHus BbICbINaHWt
BbicbinaHus BbicbinaHus Ha KoxKe Tynosuula
Ha KOXe HUMKHUX . Ha KOy TynoBuLLa,
. Ha KOXKe XMBoTa Ha KoxKe Tynosuula 1 BOIOCUCTOM YacTu .
KOHEYHoCTeN BOJIOCUCTOM YacTu
ronoBbl .
ronoBbl M KOHEYHOCTEN

lMpumeyarme. KBl — KOXXHO-BEHEPONOrMYECKUI AUCNaHcep.
Note. DVD (KBJ) — dermatovenerologic dispensary.



poBaHue NOAO0GHbIX KIMHUYECKMX CyYaeB ABASETCH HEO6XO0-
AMMbIM ANS1 U3y4eHus natoreHesa yKasaHHbIX 3a60/1eBaHni
1 pa3paboTku 6onee abPEKTUBHBIX U 6e30MnacHbIX METOA0B
neyeHuns. feHeTMYeCcKne uccneaoBaHmsa Takux 60/bHbIX TaK-
e NPeAcTaBAatoTCA akTyanbHbIMM.

WHO®OPMUPOBAHHOE COINIACUE

OT poauTenst nauMeHTa noy4eHo NUcbMeHHoe MHGOopPMU-
poBaHHOEe A06POBOJIbHOE corflacke Ha nybanKaum onuca-
HUS KIMHUYECKOTO cnyvyast U u3o06parkeHnin pebeHka B Meau-
LIMHCKOM XypHane, BKAlOYas ero 3/EeKTPOHHYI BepPCUIo
(nata nognucanunsa 19.01.2023).
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