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APTEPUANbHbIA MLLEMUYECKUN
WHCYNbT HA ®OHE BUPYCHOIO
SHLLE®AJIUTA
A6pueBa K.E., lemkuna A.M.

HayyHblii pykoBoguTenb:
A-M.H., npo¢. lamwesa 0.B.

bY3 «Mopososckas AMKb A3My,
FbY3 «MKB N2 1 13M»

Beepenmne. OfHUM M3 M3BECTHbIX (aKTOPOB pUCKa
pa3BMTUA OCTPOro HapyLeHMs MO3roBOro KpoBooobpa-
LeHns aBnATCA MHbeKuMoHHble nopaxenusa LIHC, B
4acTHOCTU 3HUedanuTbl, BbI3BaHHbIE BUPYCOM NPOCTO-
rorepneca 1 tuna (BMNM-1). BupycHblit sHLedanuT cnoco-
6€H NpPUBOAUTDL K TAXENbIM HEBPOOrMYECKUM OCNOX-
HEeHMsIM BNJIOTb 10 JIETAJIbHOrO UCXoa.

Knuuuyeckuit cnyvail. [leBouka, 7 net, 3abonena
01.04.25 ¢ nuxopagku 38,8°C u pecnupaTopHo-KaTa-
panbHbIX ABNEHWIA, MO3Xe NPUCOEAWHWUANCH PBOTA W
XUEKWIA cTyn. Ha 5 cyTku nosiBunach xanoba Ha “Kpyru
nepep rnasamu”, Ha 7 AeHb CTanu BbiNagatb Nons 3pe-
HUS, B CBA3M C YEM pebeHOK 6bli rocnuTanuanpoBaH
B MUKB N21 [13M. Pe6eHok oT 2 6epeMeHHOCTH, 2 ecTe-
CTBEHHbIX POJOB, paHHUIl nepuop npoTekan 6e3 oco-
6eHHoCTeil, BakLMHMpoBaHa no HKIM.

Mpu ocmoTpe obpaliany Ha cebs BHUMaHWE Nono-
XWUTeNIbHble MEHWHreanbHble 3HAKKW, CyXeHue nonen
3PEHNA, KOTHUTUBHDBIA AeduumnT (0TBETbI C 3aAEPXKKOIA,
3abblBaHME CJIOB, CHUXXEHHbI 3MOLMOHANbHbIA (OH)
W CHUXeHue Anypesa. [pu noctynneHum nabopatop-
HO — BbIPaXeHHbIX BOCMANUTENbHbIA OTBET: HEUTPO-
(bunbHbIN NeiikoynTos, nosbllweHne CPb 116 mr/n, npo-
KanbUMUTOHKUH 16,5 HI/MA, runepasoTeMns — MOYEBUHA
30,5 MMonb/n. B nukBope — [BY3HauHblii NNEOLNUTO3
CMELIAHHOro0 xapakTepa C HOpPMalibHbIMU YPOBHAMU
6enka U mMetabonuToB. BupycHbIX W GakTepuanbHbIX
Bo36yauteneit B CMX metogom MLP He o6HapyxeHo.
B KpoBM 06HapyxeHbl Bbicokue TUTpbl IgM k BMI — 1, 2
(5,42 Kn) npu otcytcteum IgG. Mo AaHHbIM KT u MPT
'M BbISIBNEHO MHOroO4YaroBoe nopa)eHue rojaoBHOMO
Mo3ra (neBas 3aTbifloYHas U BUCOYHas f0NM). PebeHok
09.04 3a04HO NPOKOHCYNILTUPOBAH B LLEHTPE UHCYNbTOB
MArKB [A3M: ogHO3HaUYHbIX NPU3HAKOB BACKynuTa He
6blN0 BbISIBNIEHO, 0AHAKO Tpe6oBanochb Aoo6CneAoBa-
Hue (MPT T'M B COCYAMCTOM peXuMe) nocie HopManu-
3auuu ypoBHA azoTeMuu. OTMeyancs BbICOKUN YpOBEHb
[-aumepa (2102 Hr/Mn) npu HOpMaibHbIX 3HAYEHUAX
roMmoumcTenHa.

Ha ocHoBaHMM KOMMJIEKCaA BbllIenepeYnceHHbIX
AaHHbIX Obll BbICTAB/IEH JMarHo3 epneTuyeckuil aH-
uedanut Ha (OHe HEYTOYHEHHON GaKTEpMaNbHOI WH-
dekuum ¢ ocTpbiM MOYEYHbIM NoBpexAaeHnem. OTpu-
uatenbHblid pesynbraT MUP nukBopa Ha BN — 1, 2 He
npoTuBopeynn gaHHoMmy auarvosy, T.K. [JHK Bupyca B
NIMKBOPE MOXET BbIABNATbCA B 60/1ee N03[HUE CPOKMU.
Ha ¢oHe npoTUBOBUPYCHOIA (aLMKNOBMP), aHTMBAKTEPK-
anbHoi (LeTPMaKCOH) M NPOTUBOOTEYHOM (feKcameTa-
30H) Tepanuu oTMevanach NONIOXKMTENbHASA JMHAMUKA:
PEerpecc 04aroBoil CUMNTOMATUKMW, CHUXEHWUE YPOBHS
BOCMa/INTE/IbHbIX MapKepoB.

Ha 14 cyTKun cOCTOAHME Pe3Ko YXYALWMNIOCh: JeBOYKa
nepecTana roBopuTb, He pearnposana Ha ocmoTp. lo
AaHHbIM MPT 'M: kapTuHa AUW B 6acceiiHe neBoii cpea-
Heii Mo3roBoi apTepuu (CMA). Mpu nepesoge B MATKB
[3M cTeneHb TsXecTn MHcynbTa no wkane PedNIHSS
oueHuBanacb kak cpegHas — 11 6, WKl 12 6, ypoBeHb
[O-avmepa noebicuncs go 21008 Hr/mn. Mocne Tpoméo-
nn3uca oTMeyanach oTpuuaTenbHas AMHaMKUKa: paclim-
peHue 30HbI UWeMun no gaHHbiM MPT, oTcyTCTBME KPO-
BOTOKa M M3MEHeHWe cocyanCTOon CTeHKN nesoit CMA,
YTO pacLeHMBanoCb Kak yHunaTtepasbHas (okanbHasi
aptepuonatusi (CASCADE 2b). 9xoKT: aaHHbix 3a BINC
HeT, Bubble-TecT oTpuuaTenbHbIi. bbin NpogoNXeH Kype
auuknoeupa (30 mr/kr/cyT) Ao 21 AHSA, LedTpMaKCOHa,
HayaTa renapuHoTepanus (20 EA/kr/u) v nynbc-Tepanus
MeTUNNPeSHU30NOHOM C NEPexofoM Ha nepopanbHbIi
npefHW30oH. Mpu NOBTOPHOW NOMBANbHON NYHKLWMK
30.04: AHK BNT-1, 2 8 CMX He o06HapyXeHO, 4TO He no-
3BOJIMNIO OKOHYATENbHO YTBEPXKAATb O repneTuYecKoi
3TWNOMOr UM BUPYCHOTO 3HUehanuTa.

B cBf3sM C BOCCTAHOBNEHWEM MbIlLEYHbIA CUMbl B
NpaBblX KOHEYHOCTAX U PacClUMPEHUEM peyveBoii QyHK-
umu 15.05 feBoyka Gbina nepeBefeHa B peabunutauu-
OHHbIW LEeHTp. Yepes 2 mecsiLa 0TMeYancs perpecc He-
Bponiornyeckoro geduyuta, no MPT 'M: opranusauus
NOCTUIIEMUYECKMX UBMEHEHWIA. B okTsi6pe MP-kapTuHa
6e3 AnHaMuKHK, Ha poHe peabunuTaymm oTMeyaeTcs no-
CTerneHHOoe KJINHUYecKoe ynyylueHue.

3aknioyeHue. ITOT clyyvail NOKa3biBaeT HEOOXOLM-
MOCTb TLaTENIbHOro HabNAeHNa 3a AeTbMU C NH(EK-
ymeir LLHC BBMAY 6bICTPOro pacnpocTpaHeHusa Bocna-
NUTENbHOro Mmpouecca Ha cocyguctoe pycno. He Bce
usMeHeHuns no MPT rofnoBHOro Mo3ra MoryT UMeTh efiu-
HYIO 3TMOMOTMIO, YTO AMKTYET HEOOXOZMMOCTb UHTEp-
npeTaLun pesynbTaToB AUarHOCTMKMU pasHbIMU cheLma-
nUCTaMu ¢ conocTaBneHUeM KJIMHUKO-aHaTOMUYECKUM
KoppensaTtam.

JIYHU-MA3YPUHCKWE YTEHWUS. C6opHuk Teancos VIl Bcepoccniickoit Hay4Ho-NpakTUYeckoi KOHMEPEHLIN MONO/bIX YUEHbIX C MexXAYHApOAHbIM yyacTuem um. P.0. JlyHua n A.B. Masypuxa (2026 ) 5



KNUHWYECKOE TEYEHUE
CEMENHOW CPEAU3EMHOMOPCKOM
NINXOPAJIKW Y TPYIHOIO PEBEHKA

C AKTUBALLMEN BPOXXAEHHOM
LLUTOMEFAJIOBUPYCHOW UHOEKLMEN
BaBunosa A.U., ®aatoxuna [1.U1.

HayyHblii pyKoBOgHTEND:
K.M.H., joyeHT CapkucsaH E.A.

OrAQY BO PHMMY um. HW. Tuporoea
Munaapasa Poccum (MMporoBckuii YHuBepcuTeT),
bY3 «[AFKB N2 9 um. IH. CnepaHckoro [13M»

BeepeHune. CeMeiiHas cpeauM3eMHOMOPCKas NuUXo-
pagka (CCJl, MKB-10 — E85.0, OMIM #249100) — Mmo-
HOreHHOe, Hambosnee pacnpocTpaHEHHOe ayToBoOCMa-
nnuTenbHoe 3aboNeBaHWe, yalle BCTpPeYaemMoe Cpepu
XuTeneit cpegmseMHomopbsi (apaboB, apMsiH, TYpoOK,
eBpeeB). B apMsHCKoii nonynsuum caMblii yacTblii MyTa-
LMOHHbIW BapuaHT p.M694V. lMposouupytowmmu gakTo-
pamMu yale sBnsdTCca MHbekyun. B nutepaType onucaH
cnyyail y pe6éHka c nepBUYHBIM UMMYHOAEGULUTOM,
BOCNaNMTENbHbIM 3a60N1€BaHNEM KULWEYHUKa, LiuTome-
ranoBupPycoM U paHHeit MaHudecTauueii CCI (Al Zu'bi
YO et al, 2023).

Knununyeckuii cnyyaii. Pe6eHok I. B Bo3pacTe 3 mec.
u 25 AHei NOCTYNWUN B OTAENEHUe ANA IPYLHbIX JeTeil
MHOronpodunbHON 60NbHULLI C Xano6amMu Ha oe-
OpWNIbHYIO TEMNEPATYPY, HapyLUeHWe CTyNa u 0TeK NeBo-
ro KOJIEHHOTO CcycTaBa.

AHaMHe3 Xu3Hu. Pe6eHoK oT MaTepu 34 neT ¢ oTsro-
WEHHbIM COMAaTUYECKUM aHaMHe30M. Y oTua U aagm —
CCIl (MyTauus p.M694V). OT 2 6epeMeHHOCTH, 2 POfOB
Ha 38 Hepene, macca Tena — 3620 r, gnMHa — 56 cMm,
APGAR 8/9 6annoB. HeoHaTanbHbli, Kapauonoruye-
CKMA W ayauONOrMyeckue CKpPUHWUHIM — 6e3 naTono-
ruu. KapuoTunupoBaHue no nosody runocnagun (46,
XY). JlabopaTOpHO — paHHAN aHEMUS HOBOPOXAEHHbIX
(remorno6ud 110 r/n). Mo pesynbTaTaM CKPUHUHIOrO
nccnefoBaHMa Ha BHYTPUYTPOOHbIE MHDEKLIUM — BPOXK-
AEHHasA uuTOMeranoBupycHas uHdekums (LLMBW), cy6-
KNMHMYeckoe Teyenue. HeillpocoHorpadus natonoruu
He BbisiBUNIO (6e3 maTonorum). Pe6eHok BbinucaH Ha 3
CYTKU B Y4OBNETBOPUTENIbHOM COCTOSHUN.

AHaMHe3 3aboneBaHus. B BospacTe 3 Mec. u 25 aHeit
MOSABMJINCb CUMNTOMbI OCTPOW KUWEYHON WHDEeKLuH
(pBOTa, pasXWXeHHbIA CTYN «KONUTUYECKOro» Xapak-
Tepa), B3AyTUE XWUBOTA, OTEYHOCTb NIEBOI KOHEYHO-
cTu. MNpoBefeHa MarHMTHO-pe3oHaHCHasi Tomorpadus
(NacTO3HOCTb MOAKOXHO-XUPOBOWA KNeTyaTKn, Mex-

dacumanbHble CUMMETPUYHBIE XWAKOCTHbIE CKOMMe-
HUsl), CBA3aHHble C PeaKTMBHOW apTponatuei. Jla6o-
paTopHO — neiikountos (14,25x103/MKkn), NOBbIWEHNE
ypoBHs C-peakTuBHOro 6enika (28 mr/mn). Mpw ynbTpas-
BYKOBOM WCCNeJ0BaHUM OpPraHoB GpPOLWHON nonocTtu
(cBOBOLHAsA XMAKOCTb B MEXMETNEBbIX NPOCTPAHCTBAX
(4 MM), MHOXECTBEHHbIE NUMbATUYECKHE Y31Ibl, IXONPU-
3HaKU «Masioro» rMApPONEepUTOHeyMa), OLEHEHHbIEe Kak
NpU3HaKN racTpo3HTepuTa. BuisiBneHa runorammarno-
GynuHemus (cHuxeHue 1gG 0,18 r/n), HasHaYeHbl UMMY-
Horno6ynuHbl. AHanus kpoeu Ha TREC, KREC B Hopme. B
3 Mec. 29 cyToK Ha oHe NPOBOAMMOIE Tepanuu, ynyylle-
HUSA COCTOSHUA — HapacTaHue TuTpa IgM (25,8 Eg/mn) n
Bbicokuii TUTp 1gG (32,09 En/mn) k Lintomeranosupycy,
BMPYCHOI# Harpysku. Ha ¢poHe naToreHeTUyeckom Tepa-
NUM COCTOSIHWE C MONOXUTENbHOW AUHAMUKON, BbINU-
caH B 4 Mmec.

B 4 mec 15 cyToK — NOBTOPHO rocnuTanusuMpoBaH B
CBA3M C BO30OHOB/EHUEM 3ab0oneBaHWA: NOBTOPHbIM
NoBbIWEeHWEM TeMmnepaTypbl, OTEYHOCTbIO MPaBON KO-
HEYHOCTH, KULWEYHbIM CUHAPOMOM, 6GoNeBbiM abpo-
MWHaNbHbIM CUHLPOMOM, BbICOKO/ BOCManuUTeNbHOI
aKTUBHOCTbIO KPOBU. B KNIMHMYECKOM aHann3e KpoBU —
aHemus (82 r/n), numdonenus (1,161x10°%n), neiikone-
Hus (2,6x10%n), Helitponenus (0,81x10%n). HecmoTps
Ha NOBTOpPHble TpaHCchy3un anbbymuHa coxpaHseTcs
runonpotenHemus (27,8 r/n) v runoanb6ymMMHeMus
(19,7 r/n). HapacTaHus aHTULMOMEranoOBUPYCHbIX aH-
TUTEN W NOBbIWEHUA BUPYCHOI HArpy3kun He Habnwaa-
nocb. [lporpeccupoBaHue runoramMarnobynmHeMum
(lg G = 0,25 r/n, IgM — 0,22 r/n, IgA — 0,09 r/n, TREC —
442 konuit/105 KNeTOoK), 3aN0403pEeH NepBUYHbI UMMY-
HogeduunT. B cBSA3KM C NOBTOPHOW NUXOpPaAKoW, fBNe-
HUSIMWU MUTPUPYIOLLETO apTPUTa, CUHOBMUTA, 3THUYECKOIA
npeApacnofiOXeHHOCTbIO, OTATOWEHHBIM CEMEHHbIM
aHaMHe30M TNpPOBEJEHO MOJIEKYNAPHO-TEHETUYECKOE
TECTUPOBaHMe, BbiSiBJIeHa CEMeNHasa Cpeau3eMHOMOp-
ckas nuxopagka (MyTauus p.M694V B roMo3uroTHoM
COCTOSIHMM), Ha3HayeHa Tepanus.

WUcxopbl. Pe6enky 2 ropa. Ha doHe npoBogumoii Te-
panuu KONXMUUHOM 3a nocliefHue 6 MecsAueB NpUcCTy-
MoB NUXOpaAKKu He Habnganocb. Haxoputca noa Ha-
6ntofeHneM cypronora u Hegponora. PocT u pa3sutue
COOTBETCTBYHOT CBEPCTHUKAM.

3aknioueHne. 3THUYECKas NpeapacrnonoXeHHOCTb
HepenKo ABNAeTCA KNoYoM ana guarHoctuku CCJ1. 3a-
6osieBaHNe MOXeT MaHWpecTUpoBaTb B rPygHOM BO3-
pacTe, TpUrrepom npu aToM AIBASETCSA peakTuaaylms ne-
puHaTanbHOI MHGEKL MK Ha POHEe UMMYHOLEPUUNTHOTO
COCTOSIHMS.

6 NYHU-MA3YPUHCKWE YTEHUA. C60pHuk Teancos VIl Bcepoccuiickoit Hay4Ho-NpakTUYeCKoil KoHDepPeHUMIN MONOAbIX YYeHbIX C MEX AYHapoAHbIM yuacTuem M. P.O. JlyHua n A.B. Masyputa (2026 T.)



AXOHAPONNA3UA:
KITMHUYECKUIA CNTYYAN

Benunuko A.A., CaaksH B.B., lyposa H.I0.,
CaBeHkoBa E.A.

HayuHbie pykoBoguTenu:
K.M.H., goyeHT CuyunaBsa U.T.,
K.M.H., goyeHT [lemuHa E.C., BopoHyoBa U.I.

OrAQY BO PHAMY um. H.W. Muporosa
MuH3aapasa Poccum (MuporoBekuid YHuBepcuTeT),
POKB PHUMY um. H.W. Tuporosa Munsgpasa Poccuu

Beepenne. AxoHjponnasus — Haubonee pacnpo-
CTpaHeHHas Gopma CKeneTHOW Aucnnasvu, Hacnegy-
eMas Mo ayTOCOMHO-AOMWHaHTHOMY Tuny. YactoTta
BcTpeyaemoctun coctaBnsaeT 1:30 000 HOBOPOX A EHHbIX.

B ocHoBe 3a60neBaHNUs NEXWUT U3MEHEHUE B reHe
FGFR3 (vawe Bcero ¢.1138G>A, p.Gly380Arg), npuBoas-
Lee K HapylweHWI0 3HAOXOHAPAIbHOr0 OKOCTEHEHUS.
XapakTepHbIMKU NpU3HaKamMu SIBAAOTCA HENpOnopLuno-
Ha/lbHOEe YKOpPOYEeHUe KOHEYHOCTEe, YCUNEeHHbIi nosc-
HWUYHbIWA NOpA03, MaKpouedhanus, runonnasusa cpeaHei
30HbI nuua. NTIOMUMO cKeNneTHbIX aHOManuii, 3abonesa-
HMe accoLMUPOBAHO C PSAOM CEPbE3HbIX OCNTIOXKHEHUN:
CTEHO30M MO3BOHOYHOrO KaHana, 06CTPYKTUBHbLIM an-
HO3 CHa 1, YTO 0COBEHHO BaXXHO B MN1aieHYECKOM BO3-
pacTe, CTEHO30M 60/bLWOr0 3aTblIOYHOrO OTBEPCTUSA
(630), KoTOpoe MOXET MPUBOAUTL K LIEPBUKO-Mepyn-
NAPHOW KOMMPEeCcCuu.

Knuunyeckuit cnyvaii. Maumentka [., 6 Mmecses,
npeHaTanbHO YCTAHOB/IEHA CKeNneTHas Aucnnasus, Ha
NepBoOM Mecsille XWU3HW NPOBEAEHO MOeKYNnApHo-re-
HeTMyeckoe uccrefoBaHue, BbiIBNEHa reTeposuroT-
Haa MyTauusi c.1138G>A, p.Gly380Arg B reHe FGFR3,
NOATBEPXAEH AnarHo3 AxoHgponnasud. M3 aHamHesa
M3BECTHO, YTO PEBEHOK OT 5 HOPMaNbHO NPOTEKaBLIE
6epeMeHHOCTU. Pofbl 5 CpOYHble, CaMOCTOSITENIbHbIE.
AHTpONOMETPUYECKUE TMOKasaTenu npu pOXAEHUU:
macca 4520 r, gnimHa 54 cM COOTBETCTBOBANN KpUTEpH-
fIM MaKpOCOMMUU.

HepBHO-I'ICVIXVILIECKOE pa3Butue COOTBETCTBOBAJIO
BO3paCTHbIM HOpMaThnBaM Ao 5 MecsaueB. HaunHada ¢
6-MecaYHoro BO3paCTa poauTenuM OTMETUNN HeraTtus-
HYHO HEeBpPOJNIOrM4YecKyr [AWHaMUKY: YyTpaTa HaBblKa
YAEpPXaHna ronosbl, 3anpokuabiBaHne roioBbl BO CHe,
ANn3oabl anHo3, CHUXEHNE MbILWIEYHOro TOHyCa U TeM-
NoB MOTOPHOIO pa3BuTuUA.

Mpu ocMoTpe: Knaccuyeckuit peHotTun (Makpoueda-
nns ¢ No6HbIMKM 6yrpaMu, 3anaBluas NepeHocuua, Auc-
NpONopLMOHabHOE TEN0CNOXEeHUE). AHTPONOMETPHUSA:
macca 6,5 kr (SDS UMT: -0,85), anuHa 63 cM (SDS pocTa:
-2,38), okpyxHocTb ronosbl 49 cM (SDS: +4,12). ConyT-
CTBYlOLLAA NATONOrUA: XPOHWYECKMWIA CEepPO3HbIA OTUT
C KOHOYKTMBHOI TYroyxocTbio, KOXHble MpOsiBEHMS
(anuaepmanbHoe yTosULEHNE, MeNnaHO(pOPMHbIE HeBY-
Cbl).

Mo naHHbIM MPT ronoBHOro Mosra: KpuTuyeckoe cy-
xeHue b30 (carutTanbHblii pasmep 3,3 MM) ¢ npusHaKa-
MW KOMMpPeccuu CMUHHOIO MO3ra U CONyTCTBYIOWWEN BEH-
TPMKyNnoMeranuen, Yto co34aBano HemoCpeCTBEHHYIO
Yyrpo3y XW3HW BCNeACTBME pUCKa MporpeccupytoLei
Muenionatuu. o 3aK0YEHUI0 Heilpoxmpypra nokasaHo
CPOYHOE OnepaTUBHOE NeYyeHne — AekoMnpeccus 60b-
LIOro 3aTblIOYHOI0 0TBEpCTMA. KoMnpeccus ycTpaHeHa
B BO3pacTe 7 MecsaueB, nocneonepaumoHHbii Nepuog,
npoTekan 6e3 0CNOXHEHWA, AUHAMUKA — NONOXMUTENb-
Has.

3aknioueHne. AxoHaponnasusa SIBASETCA OJHUM U3
3a60/1eBaHNiA, TPeoyLWMnX MYNbTUAUCLUNINHAPHOTO
noaxopa. lNpeacTaBneHHbIN KAUHUYECKWIA cnydail un-
NOCTPUPYET BbICOKWUIA PUCK PasBUTUS OCNOXHEHMIA,
OfHWM M3 KOTOPbIX MOXET OblTb XW3HEyrpoxarwliee
COCTOsAIHME. YXXe Ha NepBOM rofy XW3HW, NosBAeHNe
JaXe MUHUManbHbIX HEBPONOrMYeCKUX CUMMNTOMOB
(CHMXeHWe MbIWEYHOTo TOHYCa, yTpaTa ABUraTeNbHbIX
HaBbIKOB, anHo3) ABAseTCA abCOMOTHLIM MOKa3aHWEM
AN npoBefeHua Heiiposuayanusauuu (MPT ronosHoro
Mo3ra ¢ KpaHuoBepTe6panbHbiM NepexoaoMm). Busya-
nu3auusa rof0BHOrO MO3ra C KpaHUoBepTebpanbHbIM
nepexofoM W OLEHKOMN cTeneHu cyxeHusa b30 gonxHa
ObITb PYTUHHOW MPaKTUKOI Y BCEX NALMUEHTOB C axoH-
Aponnasueil B paHHEM BO3pacTe, Aaxe Npu oTCYTCTBUM
KNUHUYECKUX NPOABAEHUN.

CBoeBpemeHHass guarHocTuka cteHosa B30 u ero
XMpYypruyeckas Koppekuus no3BonsioT npeaoTBpaTuThb
HeobpaTumoe nospexaeHne LLHC n ynyywutb HeBpono-
TMYecKMit NPorHo3. [iucnaHcepHoe HabnAeHUe TaKux
nauneHToB TpebyeT MyNbTUANCLUNAUHAPHOTO NOAX0AA
C yyacTWEM reHeTuka, HeBponora, Hempoxupypra, opTo-
neja v 0TOPMHOMAPUHIONOra AN KOMMNIEKCHOTO MOHU-
TOPMHIa U KOPPEKLMW MHOTOCMCTEMHbIX NPOSBAEHUI
3aboneBaHus.
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BPOXXAEHHASl NTHEBMOHMS,
OCNOXHEHHAS
NHEBMOMEAUACTUHYMOM:
OCOBEHHOCTU NYYEBOM
AWATHOCTUKK U MPUHLUNDI
WHTEHCUBHOWN TEPANUU
[Oepioruna N.P., bapmuna A.C.

HayuHbie pykoBogutenn:
K.M.H., jouyeHT CapkucsaH E.A.,
A-M.H., oyeHT X{upkosa [0.B.

OrAQY BO PHMAMY um. HW. Tuporoea
Munaapasa Poccun (MMporoBekuii YHuBepcuTer)
bY3 «[AMKB N2 9 um. IH. CnepaHckoro [A3M»

BeepeHue. [THeBMomMeanacTuHym (MKB-10: J98.2) —
naToNIOTMYECKOE COCTOSIHWE, XapaKTepusylolleecs
CKOM/IeHWeM BO3JyXa B CPeAoCTeHWW. Bnepeble Kak
camocTosATeNbHOe 3a6osieBaHMe MHEBMOMEANACTUHYM
6bi1 onucaH Jlyu XammeHom (Louis Virgil Hamman) B
1939 roay. Y HOBOPOX[EHHbIX OH valle BCero ABnseT-
CcA CNeACTBMEM PECNMPaTOPHOro AUCTPecCc-CUHAPOMA,
6apoTpaBMbl NpU NMPOBEAEHNN UCKYCCTBEHHOI BEHTHU-
nauumn nerkux (MBJ1), BpoXAEHHbIX NOPOKOB pasBUTUSA
UM MHQEKLMOHHO-BOCNANIMTENIbHbIX MPOLECCOB B Jier-
Kux. B oTnnume ot nHeBMOTOpaKca C YETKUMU KIUHU-
KO-PEHTTeHOJIOTNYECKUMU KPUTEPUAMU, JMArHOCTUKA
MHEBMOMEAINACTMHYMa CJI0XHa M3-3a CMa3aHHOW CUM-
NTOMAaTUKU U HEOBXOANMOCTM NPOBEAEHUS KOMMbIOTEp-
Hoii Tomorpaduu (KT) ons AocTOBEPHOrO NOATBEPX Ae-
HUS.

Knunuveckuit cnyvait. [leBouka b. ot nepBoii 6epe-
MEHHOCTU Ha (OHe recTaLMOHHOr0 caxapHoro auabeTa,
apTepuanbHoii rMnoTeH3nn, 6eCCMMNTOMHOI 6akTepu-
ypuu. Poabl onepatuBHble (KecapeBo ceyeHue) B 39 He-
Aenb. Mpy poXAeHnn 0TMeYannuch NpU3HaKM bixaTenb-
HOW HEAOCTATOYHOCTH | CTEMEHM, MbILIEYHASA TUMOTOHNS
W aKpouuaHos, oueHka no APGAR 7/8 6annos. OTmeua-
nocb 6bICTPOE NPOrpeccUpoBaHne AblXaTesbHbIX pac-
CTPOMCTB: B TeueHue | CYTOK XM3HM pasBunach Tsxenas
AblxaTenbHas HegocTatoyHocTb lll ctenenu (no wkane
[layHca 6 6annoB), notpe6oBaBwas nepeesoga Ha UBJI.
Ons cuHxpoHusauum ¢ annapatoM WBJ1 6bina HavaTta
cefauusa MupasonamoMm, reMoguMHamuka nogaepxuBa-
nacb uHdysueit gonamuna. Mpu noctynnenum 8 OPUTH
BbIIB/IEH BbIpaXeHHbI neikountos (19,43x10°%n) c
HeiiTpopunesom (75,83%), 3HauMTeNbHOE MOBbIwWe-
HWe npokanbuuToHuHa (14,64 Hr/Mn) u C-peakTUBHOIO
6enka (3,8 mMr/n), 4To CBUAETENLCTBOBAMO O TAXENOM

6aKTepnanbHOM BOCMANEHNM — BPOXKAEHHOW MHEB-
MOHMKU. Ha peHTreHorpaMme OpraHoB rpyAHON KJeTKu
B | CYTKM BWU3yanusmpoBancs yyacTOK MPOCBETIEHMA
10x7 MM B cpefiocTeHun cnesa. [ins sepudukanum Ha
[l cyTku BbinonHeHa KT-kapTuHa BblpaXeHHOro MHeB-
MOMeAnacTUHYMa ¢ 60NbLIMM KONUYECTBOM rasa B ne-
pefHem CpeAOCTEHUU, OKa3biBaOLLEr0 YMEPEHHOE BO3-
JeilcTBMe Ha cepaLle, MUHUMAasbHbI NPaBOCTOPOHHUI
NMHEBMOTOPAKC. [JMHaMUYeCKUA PEHTTEH-KOHTPOb 3a-
(bukcupoBan yeennyeHue npoceetnenus Ao 17x30 mm
K Ill cyTkam, nogTBepamnB AnarHos. UHCTpymeHTanbHoe
o6cnefoBaHue BbIBUIO COYETAHHYHO NATONOIUIO: HElt-
pocoHorpagus — npusHaku MopdodyHKLUOHANbHOI
HE3penocTU U TMNOKCUYECKU-ULIEMUYECKOTO MOpaxe-
HWUA rofIoBHOro Mosra; IXoKIm — oTKpbITbI apTepuanb-
Hblit npoTok (1,8 MM) U aHeBpM3MaTMYECKOE UCTOHYe-
HMEe MeXnpenCcepAHOi Neperopojku; ynbTpasByKoBoe
uccnefoBaHne 6PHOWHON NOAOCTH U MOYEK — NeBOCTO-
POHHIOK MUEN03KTA3MI0.

AHTnbakTepuanbHas Tepanus Hayata C aMnuyun-
NUHtcynbbakTaM M aMuKauuHa, ¢ 7-X CYTOK yCuiieHa
A0 uedonepasoH+cynbb6akTaM M BaHKOMMUMHA. [po-
Bogunacb NpoTuBorpmbkoBas npopunakTuka ¢ayko-
Ha3o0n0M. HasHayeHa MH(Y3NOHHAsA 1 NapeHTepanbHas
HYTPUTUBHAs NOALEPXKKA, @ TaK)Xe HedpomeTabonuye-
ckan Tepanusi dochoKkpeaTMHOM, JIEBOKAPHUTUHOM U
CTUMYNALMA fbixaHua KodenHom. Ha poHe neyenus fo-
CTUTHYTa cTabunusauusa: oTkntoyeHne ot UBJ1 n oTMeHa
BasonpeccopoBs K 13-M CyTKam, K BbINUCKe COCTOAHNE
YOOBETBOPUTENIbHOE Ha CAMOCTOATENIBHOM AAbIXaHWUU U
PEHTrEeHONIOrNYeckoe KynupoBaHe NHEBMOMEAMACTU-
Hyma.

3aknioyenune. [laHHbIA cnyyall AEMOHCTPUPYET, YTO
peskoe, nporpeccupyloliee HapacTaHue AblxaTelb-
HbIX PAaCCTPOMCTB y AOHOLIEHHOr0 HOBOPOXAEHHOrO
Hepeako 06YyCNOBJIEHO pa3BUTMEM MHEBMOMeLNACTHU-
Hyma. ToyHasi AMarHOCTMKA 3TOro0 COCTOSHUA TpeobyeT
nposeaeHus KT rpyaHoi KNeTKK, NOCKONbKY CTaHAapT-
Has peHTreHorpaua YacTto OKasblBaeTCA HepocTa-
TOYHO MHMOPMATMBHOW. Knoyom K ycnexy sBnsetcs
UCKNIIOYNTENbHO KOMMNEKCHbIA NOAXOA, COYEeTalolLnii
pecnupaTopHYl NMOAAEPXKY, CBOEBPEMEHHYIO U afeK-
BaTHYI aHTMGAKTepuUanbHy Tepanuto, cTabunmsaumio
reMoANHaMUKN M KOPPEKLUMWI0 BCEX COMYTCTBYHOLWMX
HapyweHuii. CBoeBpeMeHHasi UarHocTuka, Wwapsauas
pecnupaTopHas NOAAEepXKa W NpaBUibHOE BejeHue
OCHOBHOro 3a6oneBaHus cnoco6CcTBYeT KOHCEpBATHB-
HOMY BEeHUI0 NaLueHTa.
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MYNbTUAUCLUNANHAPHbBIN
noaxon v BEAEHUE NALLUEHTA
C KOMMNEKCHOW FrEHETUYECKOWN
MATOJIOTMEN (TCF12, NOTCH2, COPA)
Depioruna M.P., Myw,eposa [1.M.

HayuHbie pykoBogutenu:
K.M.H., jouyeHT CapkucsaH E.A., K.M.H. BopoHa J1.[].

®rAQY BO PHUMY um. H.W. Muporosa
MuHagpasa Poccuu (MnporoBckuii YHuBepcuTeT)
bY3 «ArKb N2 9 um. I'H. CnepaHckoro A3My,
'bY3 «HIL cneu.mea.nomowwm aetam A3M»

Beepenune. 0cobbiil UHTEpPEC NPeACTaBNAOT peAKue
W YHUKaNbHblE KOMBUHAL MW NATONOT WA, KOTOPblE B MU-
pOBOW NMTEpaType onucaHbl KpanHe pparMeHTapHo niu
eanHnYHo. Mofo6HOE coyeTaHue, BKOYAKOLWEE KpaHu-
OCWHOCTO3, MEPBUYHbIA UMMYHOLEQUUNT, Lennakuio,
KOMM/EKCHbIE OpraHHble aHOManun u metabonmyeckue
HapyLEeHWs Y OAHOTO MauyneHTa, ABAETCA KIANHUYECKN
YHUKaNbHbIM U AEMOHCTPUPYET HEOOXOAUMOCTb UHTE-
rpauum reHOMHOTO CEKBEHWPOBAHUA U MYNbTUAUCLMU-
MAWHAPHOrO NoAXofa AN AMAarHOCTUKM W BELEHUA Ha-
CNeACTBEHHbIX CUHAPOMOB.

KnuHnyeckuit cnyvaii. Manbuuk B. ¢ poxgeHus umen
oco6eHHOCTU heHoTUNa, BKOYABLINE NPU3HAKK Kpa-
HMOCMHOCTO3a: MNPEeXAeBPEMEHHOe 3aKpbiTUe KOpo-
HapHbIX WBOB M ckadouedanuueckas popma yepena.
B panbHeiweM y Hero Takxe 6bliM ANArHOCTUPOBaAHDI
CKOMNO3 1 BanbrycHas gepopmMauns cTon, Yto B COBO-
KYMHOCTM C BbISIBIEHHbIMU MYNbTUCUCTEMHbBIMU Hapy-
WEHNUSIMU YKa3bIBaN0 Ha BO3MOXHYH CUHAPOMaNbHYIO
natonoruto. C 2 net Habnogancs no noBoAYy peunameu-
pytowWwmux MHbeKLMit fbixaTenbHbIX NyTel (YacToble OPBU,
OTUTbI, GPOHXUTBI, 3 CNlyYast NHEBMOHMM), YTO NPUBENO
K MMMYHOMOrMYeckoMy ob6cnepoBaHuto. B BospacTte
5 net 6bina BbiAIBNEHa CToiikas runorammarno6ynu-
Hemus (IgG 5,2-8,19 r/n) U CHUXEHWUE YPOBHS 3penbix
B-numdboumtoB a0 8%, YTO CBUAETENBCTBOBAMNO O Ha-
pyweHun cospeBaHus u andpdepeHunpoBku B-knetok
W NOATBEPAMBLLEE HEAOCTATOYHOCTb aHTMTeN. MMapan-
nenbHo Ha (GoOHe 3afiepXKn GU3NYECKOro pasBUTUS,
nepcuctupytowein xenesopeduuntHoii avemuu (Hb
107-115 r/n) n geduunta Butamuta D (25(0H)D 7 Hr/mn)
BO3HMKJI0 NOJ03PEHNE Ha Manbabcopbumio. Ceponoru-
YECKMIi CKPUHMHT BbISIBUJI BbICOKME TUTPbl aHTUTEN K
TKaHeBOM TpaHcrnyTaMmuHase IgA (78,08 Ea/mn, nosxe
>200 Ep/mn) u aHTuTena K aHgomusuio (1:320). Mono-
XWUTENbHbIA KNMHUYECKUIA W NabopaTopHblii OTBET Ha
CTPOryto 6e3rnoTEHOBYO AMETY CTan GUHANbHbLIM NOA-

TBEPXAAOWMUM KPUTEPUEM, NO3BONUBILUM BepUdULIN-
POBAaTb AMArHo3 Leanakuu.

B cBsi3n c gu3ypueii npoBefeHo 06CcNeaoBaHue, Bbisi-
BuBLee spina bifida posterior S1/L5 kak npuunHy Heiipo-
reHHoi AucdyHKLMM MoyeBoro nysbips. MapannenbHo
Y3 u KT noyek BbIIBUIIO CTPYKTYPHbIE @aHOMANUK: fBY-
CTOPOHHIOK KaNMKO3IKTa3M0 U KUCTO3HblEe N3MEHEHNS
napeHxumbl. [ns oueHkn QYHKUWM Oblna BbINOSHEHA
CUMHTUrpadua noyek, NoKasasluas 04aroBble M3MeHe-
HUSA U CHUXEHWE 06bema QYHKLUOHUPYIOLLEli NapeHxu-
Mbl. BUoxumus Moun (aMMHOAUMAYpPUS, OKcanaTypus,
CHUXEHWE aHTUKpPUCTannoobpasyowein cnocob6HOCTU
moun (AKOCM)) noaTeepauna Ty6ynsapHble Hapyle-
HUA M 06MeHHyl0 HedponaTuio. 3nNKU30abl KeToTHuye-
CKux runornukemuit (go 2,6 mMmonb/n) notpe6oeanu
yrny6néHHOro MeTabonnyeckoro CKpuHuHra. fasosas
Xpomatorpadus Mouyu BbisiBUNIa NaTONOrMYECKoe Mo-
BbllweHne 3-ruapokcubytupata (17,57 MM/monb) w
3TMNManoHoBoii kucnotol (7,89 MM/Mosb) ykasanu Ha
HapyweHne B-OKUCIIEHNUS XUPHbIX KUCNOT U NO3BOSIMAU
3anofo3puTb cTepTyro GopMy rnukoreHosa. lMposepex-
HOe NOJIHOe CEeKBEHUPOBAHME 3K30Ma CTano Kive-
BbIM AMarHOCTUYECKUM MEPONPUATUEM, BbISBUBLIMM
KOMMieKC naToreHHbix BapuaHToB: TCF12 — npuyuHa
KpaHuocuHoctosa 3-ro Tuna; NOTCH2 — HapyweHus B
curHanbHom nytu NOTCH MoryT BamaTb Ha auddepen-
umpoBKy nuMbounaHbix knetok; COPA — npegpacnona-
raeT K pa3BUTUIO @QyTOUMMYHHOTO MHTEPCTULMANBHOIO
NOpaXxeHNs OPraHoB.

OCHOBY fleyeHus cocTaBuia NepcoHannu3MpoBaHHas
nporpaMma: 3aMecTUTeslbHas Tepanusi BHYTPUBEHHbBIM
UMMyHorno6ynuHom (BBUI) B nose 0,3 r/kr/mec, KoTo-
pasi NpuBena K 3HaYNMOMY CHUXEHUIO UHPEKLMOHHOI
3aboneBaemMocTn, 6e3rnioTeHOBass AWeTa, KOppekuus
opToneandYeckux, HeGponoOrMYecknx M HeBposoruye-
CKMX HapYLeHNiA, a Tak)xe NpohunakTykKa runornukeMuii
NOZ NOCTOAHHBIM MEXANCLUNNUHAPHBIM KOHTPONEM.

3aknioyeHne. Y nauueHta C peuuguBUpYIOLLUMM
NHOEKLUMUAMU U MHOXECTBEHHBIMU BPOXAEHHBIMU aHO-
ManuaMM ANarHocTuka JO/MKHa 6bITb KOMMAEKCHOMN, C
06s3aTeNbHbIM FeHOMHbIM CEKBEHWPOBaHMEM NS Bbl-
fIBJIEHNA OCHOBHOIO CMHApPOMa. [lnarHoctuka gosmkHa
BKJ1I0YaTb aKTUBHbIA CKPUHUHI Ha acCoLWUUPOBaHHble
natonorun (LUenmakus, MeTaboNuyeckme HapyleHus).
dddekTMBHOE BepeHWe TpebyeT MynbTUAUCLUNAU-
HapHOro NoAxofa, rae NOXW3HEHHas 3aMecTuTeNbHas
Tepanusa BBUI — ocHoBa koHTponsa uHbekuuin. UHTe-
rpauua reHeTUYeckux AaHHbIX U KIWHWYECKOW KapTu-
Hbl — KJI04 K NepPCOHaNM3NpoBaHHOMY NEYEHUIO TaKUX
CNOXHbIX NaLeHTOB.
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MXTUO3 APJIEKUHA:
OCOBEHHOCTW TEMEHUA U BEAEHUA
B HEOHATAJIbHOM NEPUOAE
Epwoga I.10.

HayyHblii pyKoBOgHTEND:
K.M.H., jouyeHT CapkucsaH E.A.

O®rAQY BO PHMMY um. HW. Tuporoea
Munaapasa Poccun (MMporoBekuii YHuBepcuTer)
BY3 «[AMKB N2 9 um. IH. CnepaHckoro [13M»

Beegenue. Mxtnos Apnekuna (MA, MKB-10 Q80.4,
OMIM #242500) — ogHa u3 TaxXenblx GpopM reHoaep-
MaT030B, C ayTOCOMHO-PELLECCUBHbIM TUMOM Hacneso-
BaHUA M ¢ yacToToi BCcTpedaemoctu 1:300 000. 3abo-
neBaHue accouuupoBaHo ¢ MyTauueil B reHe ABCA12,
MPUBOASALLEA K TOTanbHOW AUCOYHKLUM anuaepMalb-
HOoro 6apbepa BCNeACTBUE HapylleHUs TpaHcnopTa
nunuaoB 1 GOpPMUPOBaHUIO TMNEPKepaTOTUYECKUX Niia-
CTWH, pa3fieNneHHblX 3pUTEMATO3HbIMU TPELLUHAMM, K-
TponuoHa (BbIBOPOT Bek) U aknabuyma (BbIBOPOT ry6).

KnuHuyeckuii cnyvaii. leBouka b., ot matepu 30 ner,
OT 1-ii OCNOXHEHHOW 6epeMEeHHOCTU (recTalWOHHbINI
caxapHblii AnabeT, WMHCYNMHOTepanus, TMNepTeH3us
GepeMeHHbIX, MMOMa MaTku), 1-X NiaHOBbLIX onepaTue-
HbIX pofoB Ha 39 Hepene. Macca Tena npu poXaeHun —
3120 r, pnuHa — 50 cMm, oueHka no APGAR — 7/8 6annos.
CocTosiHMe TaXenoe, 06YCNOBJIEHHOE HapacTawLuMu
AblxaTeNibHbIMM PacCTPOiCTBaMK, HapyleHnem Le-
NOCTHOCTU U U3MEHEHWAMM KOXHOrO NOKpoBa: NNoT-
HOCTb W TNAHLEBbIA 65N1ecK, OTCNoWKa MaCCUBHbIX
nAacTUH 3NUAEpPMUCA, UCTOHYEHWE AepMbl, MHOXe-
CTBEHHbIE JIMHEliHble TPewmHbl B 06nacTu TynoBMLLa,
LIeun, nLa v B NPOEKL MW KPYNHbIX CYCTaBOB, 3KTPOMUOH
N aknabuym. YTo NpUBENO K OrpaHUYEHNIO NOABUXKHO-
CTM B cycTaBax, e opmaLum yIWHbIX PaKOBUH, NanbLeB
KucTeih u cton. Hapagy c fbixaTefbHbIM auuao3oM,
Tpe6yowwKUM NPOBEAEHNA PECNUPATOPHON NOAAEPXKKM
MEeTOAOM TMOMIOXMTENbHOTO [aBfeHUA B AblxaTefNb-
HblX MyTaX, NoTpeboBanacb KOppekuus MeTabonuye-
CKMX HapyweHwuii: pH kpoBu 7,33, n36bITOK OCHOBa-
Hui —-4,8 MMonb/n, cTaHAapTHbIA 6UKap6OHAT NaasMbl
20 mMonb/n, napuuanbHoe AaBlieHne Yriekucsioro rasa
B KpoBu 38,7 MM.pT.CT, NapunanbHoe JaBNeHne KUCcno-
poja B KPOBW 65,6 MM.pPT.CT, KOHLEHTpaLusa nakrarta
B KpoBu 2,9 MMonb/n u runornukemun (1,6 MMmonb/n).
BbiiBIEHO NOBbIWEHUE MapKepoB BocnaneHus. 1o Ha-

yana aHTMbGaKTepuanbHoii Tepanun B NepBble Xe CyT-
KU XXU3HW BbIIBNEHbI HYKNEWHOBbIE KUCNOTbl U poCT
ycnoBHo-naToreHHon @nopbl (Staphylococcus aureus,
Bacillus cereus, Acinetobacter baumannii, Enterococcus
faecium, Klebsiella pneumoniae 103 KOE/mn, Escherichia
coli 103 KOE/Mn). CROXHOCTW 3HTEPanbHOTo NUTaHMs
y pebeHKa C AblxaTesbHbIMU pacCTPONCTBAMM U Hapy-
WEHNEM MEeXaHUKM MpPOLECCOB COCaHMA W TFNOTaHUs
13-3a KOHTPAKTYp, 06pa30BaBLIMXCS BCEACTBUE KOX-
HbIX NNAcToB, 06YCNOBWIM NapeHTepasbHOE BBEAEHUE
HYTpUeHTOB. HasHaueHa aHTUGaKTepuanbHas Tepanus
COMNMAacHO [aHHbIM aHTUBMOTMKOYYBCTBUTENBHOCTM.
C nmaToreHeTUYecKOW Lenbld HasHaYeHbl PETUHOUABI,
cnoco6CcTBOBaBLIME NOBbIWEHUIO NponudepaLnm u ak-
chonmaymm poroBoro cios KOXu ¢ ynyyweHnem pere-
HepaTUBHbIX CBOMCTB. COCTOSHUE KOXHbIX MNOKPOBOB
notTpe60Bano opraHu3auun KyBesHOro npebbiBaHus ¢
MakCcUManbHbIM yBnaxHeHuem 88%. o mepe cnywu-
BaHUA NNOTHOI «MNNEHKU» C NOCTENEHHbIM CHUXEHUEM
BNAXHOCTU — BbiXaXXMBaHWe B YyCNOBUAX CTaHLAPTHOI
BNAXHOCTU. B fuHaMuKe KOXa MONHOCTbIO OYUCTUNIACh
OT NNOTHbIX YelyekK, paspewmnsics 3KTPONUOH, 04HAKO,
COXpaHaiacb CKAOHHOCTb K LWENYLWEHNUIO U CyXoCTb. Ha
20 CYTKM XXM3HMU C NONOXUTENbHON JUHAMUKOIA, B YAOB-
NeTBOPUTENIbHOM COCTOSIHUM, HA NOJIHOM 3HTEpaNbHOM
NMUTaHUKU U cTabunbHO NpubaBKoil Macchbl Tena peobe-
HOK 6blN BbiMMCAH Ha amMbynaTopHbIA 3Tan BeAeHMS.
MoneKkynspHO-reHeTUYeCKoe MCCNeoBaHUe BbISIBUIO
MmyTauuto B reHe ABCA12 B reTepo3uroTHOM COCTOSIHUMN.
Mpu KaTamHecTUYecKOM 06CNej0BaHUM yepe3 Mecsl
COXPaHANCh N36bITOYHOE LWENYLIEHUE U CYXOCTb KOXMU,
NpuU3Haku apuTpoaepmnn. dusnyeckoe u HepBHO-NCU-
XMYECKoe pasBUTME pebeHKa B Npejenax BO3pacTHOI
HOPMBbI.

3akniovyeHue. X103 ApnekuHa — Tsaxenoe Mysb-
TUCUCTEMHOEe 3aboneBaHue, Tpebyrowee opraHusalnm
MeLMLMHCKON NOMOLLY B YCNOBUSIX CNELNANN3NpOBaH-
HOro cTauuoHapa. B npouecce BbixaXMBaHUs TaKuUX
AeTeii BO3HMKAET HeO6X0AMMOCTb pelleHus npobriem
HeoHaTaNbHOro Bo3pacTa: 0T CTabunmsauum XXUsHeHHO
BaXHbIX QYHKLWIA M NpesoTBPaALLEHNS MHPEKLMOHHOTO
npouecca A0 OpraHusalun AONTOCPOYHOro yxoaa. Ma-
TOreHeTUYeCcKoe leYeHme ¢ UCNONb30BaHNEM PETUHOU-
[OB W BbIXaXWBaHWE B YCNOBUSIX afjeKBATHOIO yBNAX-
HeHUs ABNAITCSA 3a710rOM NOJIOXUTENbHbIX UCXOJ0B B
HeoHaTaNbHOM nepuoae. He UCKNOYEHO, UTO TAXECTb
COCTOSIHMUS 3aBUCUT OT BapUaHTa reHHON MyTaLum.
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KNUHUYECKUNA CNYYAN
FEMOJIUTUKO-YPEMUYECKOIO
CUHAPOMA, ACCOLlMMPOBAHHOIO
CO STREPTOCOCCUS PNEUMONIAE
3arputpuHoBa A.U.

Hayunbiii pykoBoguTenn:
K.M.H., joyeHT PTuigeB A.10.

bY3 «Mopososckas AMKb A3My,
®rAQY BO PHUMY wm. H.W. Muporosa
Munaapasa Poccun (MMporoBekuii YHuBepcuTeT)

BeepeHune. HecMOTpsi Ha JOCTYMHbIE cpefcTBa Npo-
GbunakTUKM, MHBA3UBHble (GOPMbI MHEBMOKOKKOBOIA
uHobekumn (UMNKN) npogonxatT 0CTaBaTbCA OAHON U3
BEAYLWMX NPUYUH CMEPTHOCTM, OCOBEHHO Cpefm fAeTeil
mnagwe 5 net. FeMONUTUKO-YpEMUYECKUA CUHAPOM
(F'YC) saBnsieTca peakum ocnoxdenuem UMK, pernctpu-
pyembiM B 0,5% cnyvyaeB. [THEBMOHUM M MEHUHTUTDI
OTHOCATCA K OCHOBHbIM UMW, KoTOpblE MOrYyT OCNOX-
Hatbca YC. Ucxogbl T'YC, accoummpoBaHHOro co S.
pneumoniae (pnl'YC), xyxe, yeM npu TunudHom r'YC, u 3a-
YacTyto CBSA3aHbl C TSXKECTbI0 OCHOBHOIO 3a60/1eBaHMS.
Mpu 3TOM, pacTywas aHTUOGMOTUKOPE3UCTEHTHOCTb Y
MHEBMOKOKKA U PUCKU, CBAI3aHHbIEe C MPUCOELUHEHNEM
rocnuTanbHOM NONIMPE3NCTEHTHO GNopbl, CO34at0T A0-
MOJIHUTENbHbIE CJIOXHOCTU B JIEYEHUU U YBENNYMBALOT
PUCK NTeTaNIbHOTO Ucxopa.

KnuHnyeckuit cnyvail. Manbuuk 2 net 1 mecsiua,
He UMeLWNin KomopbuaHoii natonorunm n 6es saeep-
WEHHOr0 Kypca BaKLMHaLWKU NPOTUB NHEBMOKOKKOBOIA
uHdekunmn, 3abonen octpo 20.09.2025 r. ¢ nosene-
HUS KaTapanbHbIX CUMNTOMOB B BUAE KAl U PUHU-
Ta. K 23.09.2025 r. nosiBMNOCb CTOHyUlee AbixaHue, a
24.09.2025 r. oTMEYEeH KpacCHblii UBET MoYu. YTpOM
25.09.2025 r. ero cocTosiHMe pe3Ko YXyAWwusiocb WU B
KpaiiHe TAXEeNoM COCTOSIHUM Pe6eHOK 6bin A0CTaBEeH
B OTAENeHMe peaHMMauuum W MHTEHCUBHON Tepanuu
(OPUT) T'bY3 «ArKB N29 um. I'H. CnepaHckoro A3My.
MpoBefeHHas KoMnbloTepHas Tomorpadus (KT) BblI-
ABUJIa TeyeHuWe [BYCTOPOHHENW MNONMCErMeHTapHoM
MHEBMOHMWK C NEBOCTOPOHHUM BbINOTOM. bbil nonyyeH
MONOXMTENbHbI pesynbTaTa TecTa MOYM HA AHTUTEH
MHEBMOKOKKa. [lpyrue KNMHUKO-nabopaTopHble faHHble
JAOCTOBEPHO CBMAETENIbCTBOBAN O Pa3BUTUM y pebeHka
TpoM60OTHUYECKOi MUKpoaHruonatum (TMA): 6negHocTb
M UKTEPUYHOCTb KOXXHOTO MOKPOBA, NPU3HAKMN HapyLe-
HUA MUKPOLMPKYNALMKN, aHYpus, Taxenasa aHemus (re-
mMorno6uH — 50 r/n), TpoMGoumTONEHUs (25 Thic/MKN),
rMnepouMnupyouHeMnsi, NOBbIWEHWE MOYEBMHbI A0

35 MMonb/n 1 KpeaTuHuHa fo 231 mkMonb/n. MNpamas
npoba Kyméca 6biiia NONOXMTENbHOW, YTO HE Xapak-
TepHo ana tunuyHoro I'YC, Ho BcTpeyaeTcs B 90% npwu
(pnlYC). Mo pesynbTaTaM nocea Kana 6bl/iv BbieEeHbI
HeakTuBHble Escherichia coli, He cnoco6Hble K Npoayk-
UMM Wura-TokcuHa (Stx). MonyyeHHble faHHble MO3BO-
NUNN AOCTOBEPHO YTBEPXAATb, UTO passusLmiica MYC
accouuMupoBaH UMEHHO C NMHEBMOKOKKOM W pasBUACS
Ha ¢oHe TeyeHus WIMW. PebeHKy NpoOBOAWNACh aHTU-
MUKpO6Has, naToreHeTUYyeckas W NOAJAEPXMBaloLLas
Tepanus, OfIHaKO KJIMHMYECKM 3HauuMoro addekTa He
oTMeyanocb. 26.09.2025r. B cBA3M C NpOrpeccMpoBaHm-
€M HapyleHNUsi NoYeyHoi QyHKLNUM 6bina MHULUMPOBaA-
Ha 3aMecTUTeNbHasA noyeyHasa Tepanus, a 28.09.2025 .
“3-3a OCTPOIi AEeKOMMEHCALMN AbIXaTeNIbHO| QYHKLMN U
pasBUTUA OCTPOro PeCcNUpaToOpHOro JMCTPecC-CUHAPO-
Ma 6blfa HayaTa MCKYCCTBEHHAs BEHTUNALMA Nerkux
(nBn).

C uenblo npoBefeHMs 3KCTpakopnopanbHoil Mem-
OpaHHoI okcureHauum 29.09.2025 r. Manbymuk 6bin ne-
pesegeH B OPUT I'bY3 «Mopososckasa Kb 43M», rge
NPoOAOMKEHa MHTEHCUBHaA Tepanud. OgHaKo, No-npex-
HeMy OTMevanacb oTpuuaTeNnbHas AWHaMWKa B BUAe
HapacTaHusa CepAeyHO-COCYAUCTOW W AblIXaTeNbHOW
HepocTaToyHoCcTU. Ha KoHTponbHoii KT Habnoganuco
HapacTaHue WHTEHCMBHOCTM WHOUNBLTPATUBHBIX U3Me-
HEHUN B NErKuX, AIBEHWUS MHEBMO- U rMapoTopakca.
YynTbiBasi TOT (aKT, YTO B KOHTPONbHbIX 6GaKkTepuo-
NOTMYecKUXx noce.sax pocta MHEBMOKOKKA OTMEYeHO
He 6blf0, @ U3 MaTepuana GPOHX0aNbBEONIAPHOrO Na-
Baya ObliM BbIAENEHbl NONMPE3UCTEHTHbIE WTAMMb
Klebsiella pneumoniae, 6611 caenaH BbIBOA O TOM, YTO
TeYyeHMe OCHOBHOr0 3ab60/seBaHMA OblI0 OCJIOXKHEHO
npucoeAnHeHNEeM rocnuTanbHoi Ko-uHbekymun. Hecmo-
TP Ha MOCTOSIHHYIO KOPPeKUMio aHTUGaKTepuanbHoM
Tepanuu, 08.10.2025 r. BcneAcTBME NporpeccupytoLei
MONMOPraHHON HEeJOCTaTOYHOCTW HacTynuna cmepTb
pebenka. lpu naTtonoroaHaTOMWYECKOM McclejoBa-
HUM OblnK BbiIBNEHbI NpU3Hakn TMA 1 ABYCTOPOHHEI
LBEeCTPYKTUBHOI NHEBMOHWU, @ NPU NOCMEPTHOM MUKPO-
6MONIOrNYeCcKOM MccneaoBaHUM MasKka U3 Nerkux Bblje-
neHa K. pneumoniae.

3aknioueHue. [lpeAcTaBfieHHbIA KAUHUYECKUIA CNy-
yail NoAYepkuBaeT HEOBXOAMMOCTb BbICOKOW KJMHU-
YeCKOW HaCTOPOXEHHOCTW B OTHOLEHUU BO3MOXHOTMO
passutusa F'YC y peteit ¢ UMW. PaHHAs auarHocTuka
M CBOEBPEMEHHOE Hayano cneuupuyeckoit Tepanuu
MHEBMOHMW TNHEBMOKOKKOBOA 3TUONOrMU CMOCOGHDI
YNYYWHUTb NOKas3aTenn BbI)KMBAEMOCTU U CHU3UTb PUCK
HebnaronpusATHbLIX UCXOA0B.
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TPAHCIJIAHTALUA NOYKHU
OT POACTBEHHOIO JOHOPA
NMALUUEHTY C CUHAPOMOM
BAPQE-BUANA
WUcnamrasuH P.L., Copponos 1.A.

HayyHble pyKoBOgUTENH:
A-M.H., npogeccop Moiiciok A.I., 3.M.H., npogeccop
Marunesey B.M.

OreY «HMUL THO um. ak. B.A. LLlymakoBa»
MwuH3sgpaBa Poccuu,
r6Y3 «HUW CM um. H.B. Cknndocosckoro A3M»

Beepenune. Cunapom bapae—buans (Cbb) — Hacneg-
CTBEHHaa [uaHuehanbHO-peTMHaNbHas MaToNorus,
NPOSABAAIOWLAACA 0XUPEHUEM, YMCTBEHHOM OTCTano-
CTblo, peTUHONATHel, BpaxupaKkTuInei, NoNNAaKTUIM-
eil, TMNOreHMTanM3MoM U guchyHkumein noyek. 3abo-
neBaHWe Hacnejyetcs N0 ayTOCOMHO-PELEeCCUBHOMY
TUNY M XapaKTepusyeTcs BbIPaXEHHbIM KNMHUYECKUM
nonumopdusmMom. [lpenMylLecTBEHHO COYeTalTCs
3-4 npusHaka (HenonHas ¢opma, pexe 5 Npu3HaKos).
MonynauuoHHasa 4acToTa Cpean HOBOPOXIEHHbIX
1:120 000-1:160 000.

[lnarHocTuka He npefcTaBnseT 3aTpyaHeHuii. Cne-
uuduyeckoro neyeHus Het. OXUPEHUE KOPPUTUPYIOT
AVETOIA, @ NONMAAKTUAMIO U MHOTOYPOBHEBYIO fedop-
MaLMI0 HUKHUX KOHEYHOCTEN — OMepaTUBHbIM MyTEM.
Paspa6oTaHbl MeTOAbl MpPeAYyNpexAeHns Nporpeccu-
POBaHUs CHUXEHUS 3pPEHUS BCNEACTBUE JiereHepauuu
CeTyaTku.

OCHOBHO# NpUYKUHOI neTanbHOCTK NnauueHToB ¢ Cbb
ABJIAETCA Mporpeccupylollas XpoHuyeckas rnoyeyHas
HegocTaTouyHocTb (XMH), npu koTopoii Tpe6yeTcs 3ame-
CTUTeNbHaA noyeyHas Tepanus.

Knnuuyeckuii cnyvaii. /13 aHamHe3a pe6eHOK 0T 2 be-
PEMEeHHOCTH, NpoTeKaBlueit Ha poHe OP3 (Ha 30 Hepene
rectauuu), oT 1 CPOYHbIX OMEPATUBHbIX POJOB NyTEM
KecapeBa cedyeHusi (KpynHblii niof, ArofuyHoe npegJe-
XXaHue), Macca Tena npu poxaenun 4050 r, pocT 54 cm,
oueHka no wkane APGAR 6/7 6. Mpu poxaeHun cocTo-
sIHME CPe[lHEN CTeMneHun TAXECTM 3a CYET HEBPOJIOrnYe-
CKOM CUMNTOMATUKU, OTEYHOrO CUHAPOMA. B aHanunsax
KPOBU Ha 7-ble CYTKU XXWU3HW — MOYeBUHA 5,4 MMONb/N,
kpeaTuHuH 109 mkMonb/n. NepeBefeHa Ha 3 CYTKU XKN3-
Hu B OPUT c gmarHo3oM: BHYTpUyTPo6Has MHBEKLNS
C nopaxkeHuem noyek. B pganbHeillwem Habnwganach
HedposIorom, B aHann3ax MOYW NPOTENHYPUSA, NEAKOLN-
Typus.

Y naumeHTa onpeAensnmMcb ConyTCTBYOLMUE aHOMa-
NN pasBUTMA ONOPHO-ABUraTenbHOro annaparta. Ha
NeBOI KNCTW HabAoAanoch yaBoeHue 1-ro nanbya — no-
nnAaKkTUNmMa. PeHTreHonornyeckoe obcnegoBaxue no-
Kasano Hanuuue y nepBoro nanbua ogHon 1-i NACTHOW
KOCTW, [BYX OCHOBHbIX W LBYX HOrTeBbIX GanaHr. Mpu
aToM Bce (anaHru 060MX CerMeHTOB MepBOro nasb-
La 6blIM YMeHbLEHbI B padmepax U AedOpMUPOBaHbI.
B Bo3pacte 1 roga npousBejeHa pPeKOHCTPYKTUBHAA

onepauus — YacTUYHON Pe3eKUUN AOMOSHUTENbHbIX
danaHr 1-ro nanbya U KOPPUrMpyOLWas 0CTEOTOMMUM OC-
HOBHOW anaHr1 COXpaHseMoro cerMeHTa 1-ro nanbla.

B oktabpe 2012 r. rocnuTanusupoBaHa B [leTep-
OYyprcKy KAUHUKY ¢ ANArHo3oM — NOSIMKUCTO3 NOYeK.
Mo paHHbIM KT neBasi mouka 57x27x36 MM, npaBasi
59x26x37 MM, BO BCeX OTAenax napeHXuMbl HEMHOTO-
YMCNIEHHble KUCThbI 0T 2 A0 12 MM. B 6MOXUMMYECKOM
aHanuse KpoBu — MouyeBMHa 18 MMONb/n, KpeaTUHUH
172 mkmonb/n. B guHaMuke HapacTaHue nokasaTenei
asoTemun. C gekabps 2013 r. HayaTo neyeHue NepuTo-
HeanbHbIM Ananusom. 1o MecTy 1TeNnbCcTBa NPOBOAN-
NoCb MONEKYNAPHO-reHeTUYECKOE UCCNe0BaHme — pe-
3ynbTaT OTpULATENbHbIIA.

23.11.2015 r. noctynuna HMUL TUO um. ak. B.W. Ly-
makoBa M3 P® c gmarHozom: XIH B TepMuHanbHOI
CTagum, Ana TpaHCNaaHTaLKUM MOYKM OT POLCTBEHHOIO
noHopa. MNpu ocmoTpe oxupenue UMT 28,8 kr/m2, ko-
poTKas Les, Kocornasme.

25.11.2015 . BbINOIHEHA POACTBEHHAA TPaHCNNaHTa-
umus. MpoeeaeHa MHAYKLWUOHHAs Tepanus (6asunnkcu-
Mab6, MeTMNNpeaHM30/0H). HasHayeHa nognepxuBato-
was Tepanusa (TakpoaMmyc, MUKodeHonoBasi KUCnoTa,
MeTUANPeAHN300H). OYHKLMSA TPaHCNaHTaTa HeMea-
neHHasn. KpeaTuHuH cbiBOpoTkM — 37 MKMoOnb/n. Ha-
6ntoAanacb No MecTy XuTenbcTea. JuchyHKLNM TpaHc-
nnaHTaTa 3a BpeMs HabNIOAEHNA He OTMEYEHO.

Ha MomeHT KkoHcynbTauun 13.11.2025 r. nonyvaet
Takponumyc 1,5 Mr x 2 p/a, MUKO(EHONOBYIO KHUC-
noty 180 Mr x 2 p/g, MeTUNnpeaHU3onoH 4 Mr/cyr,
omenpason 20 mr. KoHueHTpauus Ttakponumyca CO
ot 03.2024 — 7, 3 Hr/Mn, KpeaTUHUH 68 MKMONb/A, MO-
yeBuHa 6,9 Mmonb/n, obwunii 6enok 76 r/n, dpochop
1,57 mmonb/n, kanwii 4,8 mmonb/n, CMNb 80 mr, remorno-
6uH 144 r/n, neitkouuTsl 7,8 ThiC., TPOM6GOLNTBLI 306 ThIC.,
C03 10 MM/yac. Ha Y31 KpoBOTOK M CTPYKTypa novey-
HOro TpaHCNNaHTaTa yAOBNETBOPUTESIbHbIE.

Ha6niogaeTcs y opTanbmonora ¢ AMarHo3oM — tane-
TOpeTUHanbHas abuoTpodus LeHTpanbHas u nepude-
puyeckas, cxoasweecs Kocornasuve. lunepmetponuye-
CKWii acTurmMaTuam oboux rnas. CTpapaeT oOXuUpPeHUEM
2 cTeneHu. Mo 3ak/0YeHNI0 HeBpoora: 3aepXKa fiBu-
rateNbHOro pasBUTUS, UMEETCA Jerkas accuMeTpus
nMua, cxopsLLeecs Kocornasve, npeBanupyollee chne-
Ba. MblwweyHblii TOHYC CHuUXeH. Mpu xoab6e npunagaet
Ha NeBYH0 HOTY. MIMeloTCcs NPOSABEHUS XOHAPOAMUCTNA-
31K, KOPOTKONANOCTb. BbicTaBNEH AnarHo3 — paccTpoii-
CTBO BEr€TaTUBHOI HEPBHOI CUCTEMbI HEYTOYHEHHOE.

Bcesisuc yXyauwawwnmca 3peHmem gesoyka yuyntca
B AOMaALUHUX yCNoBuUAX.

3aknioyeHne. HecMmoTpA Ha Hanuuume TAXKENbIX
BPOXAEHHbIX NATONOTMIA Y MaLMEHTKN B JAHHOM KJIUHU-
YecKoM ciy4ae npeAcTaB/ieHa ycnewHas TpaHcnnaHTa-
LIUA NOYKN C MUHUMANbHBIM KOJIMYECTBOM OCJIOXHEHUI
B 6/M)XalLIeM 1 OTAANEHHOM NOC/iIeonepaLnoHHOM ne-
puoge. 3TO rOBOPUT O TOM, YTO TPaHCNIaHTaLus y Ta-
KWX NaLMeHTOB HE TOMIbKO HE06X04MMa, HO M BOBMOXHA.
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CJIOXXHbIA NYTb K AUATHO3Y:
KNUHUYECKUIA CNYYAN
AHTU-YO SHLLEE®ANIUTA

Kpyrnsk M.A.

Hayunbiii pykoBoguTenn:
Ky3HeyoBa A.A.

HIML um. 3.1. Conosbea [43M,
bY3 «Mopo3sosckasa AMKb [13M»

BeepeHue. AyTouMMYyHHbIe aHUedanuTbl (AJ) — aTo
rpynna HeBpONOrnYeckux 3aboneBaHuii, 06ycnoBneH-
Has BO3HMKHOBEHMEM aHTUTEN K CTPYKTypaM HelipoHa
W CMHanTW4YeckoW wwenu. [le6ioT 3aboneBaHus yalle
OCTpbI/nopocTpblii ¢ nonumopdHon Hecneuuduye-
CKOM HEeBPONIOrNYECKON W MCUXMATPUYECKO CMMNTO-
matuku. Ocobblii MHTepec NpeAcTaBAAOT MapaHeo-
nnacTuyeckue autTutena (Hanpumep, Yo-aHTuTEna),
o6HapyxuBaeMble 3a rofibl JO KAMHUYECKON MaHube-
CTauuW OMyxonu, YTO NO3BONSIET HayaTb PaHHMWIi OH-
KOMOWUCK M YNyuwWwuTb NporHos3. Yo-aHTMTEna accounu-
pyloTCA NMpeuMyLLecTBeHHO C Heonaasueil MONOYHOI
Xenesbl, AMYHMKOB, PEXe — C MENKOKNETOYHbIM PaKoMm
nérkoro. AHTK-Yo-aHuedanut (=7% Bcex Ad) sBnsertcs
(bopmoii mogocTpoii aereHepauunm Mo3sxedka (MAM)
(aTakcus, HeYCTOWYMBOCTb MOXOLKU, HUCTArM) B CBSA3HU
Cc nopaxeHuem kneTok MypkuHbe, sgep mo3dxeuka. [ina-
FHOCTMKY OCNOXHSAET YaCTOe OTCYTCTBUE UBMEHEHMIA Ha
anekTpoaHuedanorpadun (33) U MarHMTHO-pe30HAHC-
Hoit Tomorpaduu (MPT).

Knuunyeckuit cnyvaii. [lesouka [l., 3 net noctynu-
na B 'bY3 «<Mopo3sosckas [IFKb A3M» c xanobamu Ha
BMepBble BOSHUKLIWA CYAOPOXHbIA NPUCTYN, Kynupo-
BaBWMWIACA camocToAaTenbHo. [lpu TpaHCNOpPTMpPOBKeE
O0TMeyanacb MOBTOpHas pBOTA, CNAboCTb, CO3HaHUE
AcHoe. Co cnoB manbl OKONMIO Yaca Hasaj nauueHTka
ynana c JeTCKoro cTyna Ha naMuHar, cpasy sannakana,
CO3HaHue He Tepana. CocTofHNWe pacLeHeHo B pamKax
3aKpbITON YyepenHo-Mo3roBoi TpaBmbl (3YMT): coTps-
CEeHWe rofoBHOIO MO3ra, ¢ y48TOM OTCYTCTBMA U3Me-
HeHui no aaHHbIM KT ronosHoro mo3sra. focnuranusu-
poBaHa B oTAeneHue Heilpoxmpyprumn. Yepes 8 vacos y
JeBOYKM pa3Bunca GoKanbHblii CyAOPOXHDIA NPUCTYN C
HapylweHWeM CO3HaHUA, ANUTENbHOCTbIO A0 15 MUHYT,
KynupoBaH BBefieHueM [lnasenama. BbinonHeHa MPT
ros0BHOM0 MO3ra: ;aHHbIX 3a NaTONOrNI0 HeT. PesynbTa-
Tbl PYTUHHOTO M gnutenbHoro 33l anunenTudopmHoM

aKTUBHOCTU He BbiABNEHO. HasHauyeHa perumapaTauu-
OHHasi U MHY3NOHHasA Tepanus. B TeueHne HecKobKMx
AHel COCTOAHUE AEeBOYKM MPOrpeccMBHO YXYALIANocCh:
nosIBUAUCH 3aNU304bl 6ecnokoiicTa (pe3ko npobyxaa-
nacb ¢ KPUKOM, Nnakana), Yepegytolmecs ¢ BANOCTbIO,
COHNUBOCTbI, OTKa3biBanacb OT Mpuema MuLiK, peyb
OTCYTCTBYET, MyTU3M, Ha UTPYLIKW, MYNIbTUKK HE pearu-
poBana. B cBf3M C yrHeTeHMEeM CO3HAHMA [0 OrNYLLEHUS
nepesefieHa B OTAeNieHWe peaHumaumnu. KnmHu4Yeckui,
OMOXMMUYECKMIA aHaNM3bl KPOBM, KOArynorpamma, Knim-
HUYECKUI aHaNnM3 MOYM — 6e3 3HAYUMbIX U3MEHEHMIl
nokasaTefie, ypoBEHb aMMOHWUS UM NakTata KpoOBM,
CPb — B HOpMe. PesynbtaTbl NtOM6ANbHON NYHKLMUK:
LMTO3 B Npefenax peGepeHTHbIX 3HAYEHWIi, NOBbILLIE-
Hue ypoBHs 6enka g0 0,5 r/n. NMpu KomnaekcHOM o6cne-
[0BaHWUU AaHHbIX 33 TeYeHNe HEMPOUHDEKLUU U UHBIX
MH(EKLMOHHbIX 3a6071eBaHUM C 1e6H0TOM C OCTPOWA NCu-
XOTUYECKON CUMNTOMATUKK He BbiIBNEHO. BbicTaBneH
KNUHUYECKUN [uarHos: BepoATHbIA ayTOMMMYHHbI
aHuedanut. CumntToMaTuyeckme cygoporu. UHuyumpo-
BaHa ropmoHasbHasa nynbc-Tepanusi MeTUANpeaHM30-
noHoM 20 mr/kr/cyT N25 — oTMeyaeTcs NoNOXUTENbHASA
JWHaMuUKa B BMAE YaCTMYHOrO NosiBNeHus peyn. Ha 6
CYTKM rocnuTanu3auuu B Tepanuto BeeaeH UMmyHorno-
6y/IMH YenioBeYeCKuit HopManbHblii (BBUI) 2 rp/kr/kypc
N23. Ha doHe nmpoBOAMMOIA Tepanuu y LEeBOYKM OTME-
yanocb ynyyweHue peyu, CTabunusaums HacTPOEHMS.
B aHanuse KpoBM Ha NapaHeOnnacTUYECKYK NaHenb
BbISIBNEHO NoBbiweHue Yo-1 aHTUTEN, NPOBEAEH OHKO-
MOMCK: NaToNOrnM HeT. BbicTaBNeH 3aKNOYNUTENbHbI
AMarHos: AyTOMMMYHHbIA 3HUehannT, acCoLUMPOBaH-
Hblii ¢ Yo-1 aHTuTenamu. CumnTomaTuyeckue cygoporu.
34YMT. CoTpsiceHne rofioBHOro Moara. Yepes 2 Hegenu
CO AHA rocnuTanusauun pebeHok BbinucaH 6e3 HEBPO-
normyeckoro aeduuuta, NCUXOTUYECKON CUMNTOMATH-
Ku. PekoMeHgoBaHa nognepxusatowas tepanua BBUT
€)XEeMeCsIYHO B TeueHue 6 mecsiLeB. B kaTamHese oTMe-
yaeTca MosiBfieHWEe aTakcuu, OHKOJorMyeckoe 3abone-
BaHWe He BbIAB/IEHO.

3aknioyeHue. [lpefcTaBfieHO oOnucaHue peakoro
KNMHMYECKOro criyyast aHTU-Yo-aHuedanmta B coyeTa-
HumM ¢ conyTcTBytowen 34YMT B gebroTe U UNNOCTPUPY-
tolee 6naronpusiTHbIA UCXof 3a60neBaHus, a TakXe 0T-
NNYHbI 3G PeKT Tepanuu npenapaTamMu NEPBON NUHUM.
MosBneHWe aTakcUM MOXeET 6biTb acCOLMUPOBAHO C
NAM v TpebyeT fanbHenwero HabnOAEHUS, MPOAOISIKE-
HUS OHKOMOWUCKA.

JIYHU-MA3YPUHCKWE YTEHWUS. C6opHuk Teancos VIl Bcepoccniickoit Hay4Ho-NpakTUYeckoi KOHMEPEHLIN MONO/bIX YUEHbIX C MexXAYHApOAHbIM yyacTuem um. P.0. JlyHua n A.B. Masypuxa (2026 ) 13



KNUHUYECKUIA CNYYAN NALMEHTA
Cc No3AHUM AEBIOTOM FMYTAPOBOM
AUUAYPUU Il TUNA
Masyp K.P.

HayyHblii pyKoBOgHTEND:
Ky3HeyoBa A.A.

'bY3 «Mopo3sosckas [IMKb» 13M

BeepgeHue. Pabnomuonnus B nepuatpum ABnseTcs
peaKUM YpreHTHbIM COCTOSIHMEM, XapakTepusytouie-
ecsl paspylleHMeM BOMOKOH CKeNeTHblX Mbllil, 4TO
NPUBOAMT K BbICBOOOXAEHWIO BHYTPUKIIETOUHBIX KOM-
MOHEHTOB (MUOTNOG6MH, Kanuii U KpeaTMHKMHa3a-KOK)
B KPOBOTOK. ITOT MpOLLECC MOXET BbI3blBaTb HapyLie-
HUSA 9NEKTPONIMTHOrO 6anaHca, OCTPOe MOBPeXJeHue
novyek. Kpurepusimu nocTaHOBKM AnarHo3a ABAAIOTCA:
MbllleYyHas cnabocTb, MUANTUA U/MAN MUOTIOBUHYPUS;
nosbiweHne yposHa KOK >1000 ME/n. AKTyanbHocCTb.
PacnpocTpaHeHHOCTb pa6aoMuonusa y AeTeld cocTas-
nset 1:200000-300000 HoBOpOXAeHHbIX. OCHOBHbIMM
NpUYNHAMM ABAAIOTCA NepeHeceHHble MHbeKLum, Tpas-
Mbl 1 U3NYeCcKme Harpy3ku, npu aToM apyrue GpaxkTopol
(B T.M. MeTabonuueckue) coctaBsatoT <10%. MnyTtapoBas
aumuaypus 2-ro Tuna (A Il) — peKoe HacneacTBEHHOE
3aboneBaHne, xapakTepusyloleecs HapylweHuem 06-
MeHa aMMHOKMCIIOT M XMUPHbIX KucnoT. KnuHuyeckuii
CMEeKTp BapbMpyeT OT TAXeblX NOMIMOPraHHbIX Hapylue-
HUA Npu HeoHaTanbHoi GopMme A0 peuuMBUPYHOLLUX
3MM30[0B MbILWEYHO! U AblXxaTeNbHON HEA0CTaTOYHO-
CTW Npu MaHudecTalnm B No3LHeM BO3pacTe.

KnuHnuyeckuit cnyvaii. B ntoHe 2025 r. B otgeneHue
HEBPOMIOrUM NOCTYNNUA ManbyuK 16 NeT ¢ xanobamu Ha
NPOrpeccupyowyo A0 NAErnd MblWEYHYI0 CnabocTb
B HOrax C NocrefylolWuM BOBJIEYEHUEM BEPXHUX KO-
HEYHOCTEW; yCuNeHne B TeYeHMe NOCNefHNUX ABYX Me-
csileB 60NEBOro CMHApoMa B 061acTu Konel, 6eaep,
WKPOHOXHbIX MbILWL, OTCYTCTBUE anneTuTa U TOWHOTY
nocne npuema nuiin. U3 aHamHesa XW3HWU M3BECTHO:
poC 1 pasBuBanca COOTBETCTBEHHO BO3pacTy. lepeHe-
CEeHHble 3a6oneBaHus: peako OPBU, 6e3 0CcnoXHEHWIA.
C noppocTKOBOro Bo3pacTta Habnwogancsa y racTpoaH-
Teponora ¢ AUCKMHe3Nnei XenyesblBOAALWMX nyTen. B
TeYyeHue nocnegHux 3-x neTt 6ecnokoAT 601M B HOrax.
B nepBble cyTku rocnuTanusalnm no faHHbIM nabopa-
TOPHO-UHCTPYMEHTANIbHbIX METOA0B WCC/iefj0BaHus
BbISIBJIEHbI: METab0/IMYECKUI auup03, TUNOrIuKemus,
untonus (NAr 7012,5 EQA/n, nuna3sa 2449,1 EQ/n, a-amu-

nasa460,4E[/n, ANT 846,2 EQ/n, ACT 7502,2 E[l/n, CPB
59,7 mr/n), ysenuuenne KOK po 49043 ELl/n; SHMI-npu-
3HaKU NEPBUYHO-MbILIEYHOTO MOPAXEHNS; MOpaXeHue
OpraHoB GPIOWHON NoNOCTK (cTeaTorenatos, OCTPbIi
MaHKpeaTWUT, peakTUBHble W3MEHEHUS CEeNIe3eHKM, OC-
NabneHns BHYTPUOPraHHOro KPOBOTOKA 06EMX MOYEK,
MaHracTpuT, AYOAEHMT, AYOAEHO-racTpanbHbli ped-
noke, acumt). Mo AaHHbIM HeidpoBU3yanusaLuunm Bcex
otaenos LULHC natonoruu He BbisiBneHo. [lna aanbHei-
Wero nevyeHus u HabNOAEHMS NauMeHT NepeBefeH B
OPWUT. Ha BTOpble CYTKM MO 3KCTPEHHbIM NOKa3aHUAM
BbINONHEHA AMArHoCTMYeckas NnanapoToOMusi, NaHkpe-
ocekBecTpakTomMus. Ha 3 cyTku rocnutanusauum oT-
MeyaeTcsl MOSIBNEHWE aHM30KOPWUM CrleBa, YrHeTeHue
cosHaHus. o pgaHHbIM MPT paHHbIX 3@ OTeK, KpoBO-
W3NNAHUE B BELECTBO FOJIOBHOrO MO3ra He nosyve-
Ho. IOHowa uHTY6UpoBaH, nepeBefeH Ha UBJ. B xoge
AMarHOCTUYECKOrO MOMCKA WCKIHOYEHbI: TOKCUYECKMe
MPUYMHBI, BOCNANUTEebHbIEe MUONAaTUKU, OCTpas Nonu-
pajuKynoHeiiponatus, nepuoanyeckas 601e3Hb, reMo-
(haroynTapHblli AMMAOrUCTUOLMUTO3, NEPBUYHbLIE UM-
MYHOAEedULMTBI, TMNEPUHCYIUHU3M U TUNOKOPTULU3M.
WccnepoBaHa naHenb «HacnepacTBeHHble 6051e3HU
06MeHa BelecTB», BbiSIBNEHbI BapuaHTbl HYKNeoTua-
Hoi nocnepoBatenbHocTu reHa ETFDH. Ha ocHoBaHuu
BbILEN3NOXEHHOIO YCTAHOB/EH fMarHo3 — rnytapoBas
auupypusa 2-ro tuna. lMauueHTy Hapsgy c xupyprude-
CKWUM NeYyeHueM npoBogmuniacb TakXKe MMMYHOMOJYNK-
pylowas Tepanus (BHYTPUBEHHbIE MUMMYHOTO6YUHBI,
nnasmadepes), auetotepanus (orpaHuyeHue 6enka
W XWPOB), B CXeMy MHAY3MOHHOW Tepanuu Ao6aBfieH
pacTBOp AEeKCTPO3bl; peabunutaunoHHoe neyenue. Ha
(hoHe NpoBOAUMOII TEpaNUM OTMeYaeTCcs cTabunnsauns
COCTOSIHMS, NOCTEMEHHas HopManusauus nabopartop-
HbIX MoKasaTeneil. Bo BpeMs KOHTPOMbHOrO OoCMOTpa
B ceHTsi6pe 2025 r. nayueHT No comaTUYeckoMy npo-
GuUno KOMMEHCUPOBaH, B HEBPONOrMYECKOM cTaTyce
coxpaHsieTca nepudepuyeckuit TeTpanapes, YyBCTBU-
TeNbHble HapylweHus (B T.Y. HeiiponaTuyeckuii 601eBoii
cuHapom). MauueHT HaxoguTca noj HabnAeHUEM B
LieHTpe opthaHHbIX 3a601eBaHUN.

3aknioueHne. Takum 06pas3oM, HECMOTPS HA HU3KYIO
BCTPEYaeMOCTb 3a60N€BaHNS B NONYAALMUN BKIHOYEHUE
F'A Il Tuna B AnarHocTMdeckuii NoMck npu pabaomuo-
nu3e No3BO/sSeT BOBPEMS HayaTb TapreTHOE NeyYyeHue,
CHWU3UTb PUCK MHBANNAKU3ALMM U 06ECNEeYnTb CoXpaHe-
HUe BbICOKOr0 KayecTBa XMU3HM NaLMEHTOB.
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KNUHUYECKUNA CNYYAN
B-TMM®OBJIACTHOW NUMOOMDbI
C MOPAYXEHWEM F'PYQLHOIO OTAENA
NO3BOHOYHWUKA B NEAWATPUYECKOMN
NPAKTUKE
Manbko [1.E., Tne6oBa H.A., T'yTT A.M.

HayyHblii pykoBoguTenb:
A-M.H., npogeccop bypnyykas A.B.

®rbOY BO «KybaHCKuid rocynapCTBeHHbIN
MeOULMHCKNIA yHuBepcuTeT» MuH3apasa Poccuu,
[BY3 «[leTckas KpaeBas KMHWYecKas 601bHNLa»
MwH3sLpaBa KpacHoLapcKoro kpas

Beepenue. MNuk 3a6oneBaeMocTi NMMH06ACTHBIMU
numbomamm (JIBJT) npuxoguTcs Ha BO3PacTHYI Fpynny
3-9 net. HexopgxkuHckue numdombl (HXJ1) xapaktepu-
3y10TCA 6bICTPLIM POCTOM M reHepanu3auuei npouecca.
B npencTaBNEHHOM KJIMHUYECKOM C/1yYae OnuchbiBaeTCs
B-JIBJ1 ¢ nopaxeHneM rpygHoro otgena no3BOHOYHMKA
y AeB0oYKM 9 ner.

KnuHnyeckuit cnyvaii. [lpoBefeH peTpoCNeKTUBHbIi
aHanM3 aHaMHe3a, TedeHus 3aboneBaHusa u nabopatop-
HbIX AaHHbIX AeBoyku 2016 r.p., KoTopas npoxoauna
obcnefoBaHue U neyeHue B HEAPOXUPYPrMYECKOM OT-
JIeNIEHUN U 0T eNeHUnn OHKoNnorum n rematonorum Nby3
«AKKB» Munsgpasa KpacHogapckoro Kpasi B aBrycre—
ceHTa6pe 2025

B koHue utons 2025 r. y naymeHTKM NoABUAUCH 601N
B NOACHWUYHOM 06NnacTu, cnabocTb B HOrax, OHa cTana
npuxpambiBaTb W nagatb. bbin npegBapuTenbHo ycTa-
HOBJIEH [MarHo3: LepebpacTeHMYeCcKnii CUHAPOM C
HUXXHWUM rpy6bIM Mapanapesom.

OunarnocTtuyeckmii nouck. B ycnosuax NbY3 «JKKb»
MunsgpaBa KpacHopapckoro kpas 06.08.2025 npo-
BefleHa MarHuTHO-pesoHaHcHas Tomorpadus (MPT)
roNIOBHOrO M CMUHHOIO MO3ra, KotTopas BbiiBUIA 9KC-
TpajypanbHoe 06beMHOe 06pasoBaHue (akCUanbHO A0
24 x 11 MM ¥ BepTUKaNbHO 0 85 MM) Ha ypoBHe Th5-9
Mo fopcanbHOMY KOHTYPY fiypanbHOro MeLlKka c CyXeHu-
€M N03BOHOYHOIO KaHana u BU3yasibHON KoMnpeccueii
CMMHHOIO MO3ra, a TakXXe MUenonaTuto Ha ypoBHe Th5,
Th9-10. 07.08.2025 BbinonHeHa onepawyus: KOCTHO-NNa-
cTuyeckasa namuHotomusa Th5-Th8, ynaneHue akctpa-
AypanbHoii onyxonu. buontat onyxonu 6b11 HanpaBeH
Ha MaTo/soro-rucToNiormnyeckoe, UMMYHOrNCTOXUMMUYe-
ckoe (UFX) u uuToNorMYeckoe uccnenoBaHus.

PesynbTaTbl uccnepoBaHuii. MMcTonormyeckoe 3sa-
KntoueHue ot 13.08.2025: GnbpO3HO-KMUpOBas TKaHb TO-

TaNIbHO MHOUNLTPMPOBAHA MOHOMOP(HbIM KNETOYHbIM
NHOUNBLTPATOM, NPefCTaBAEHHbIM KNeTKaMu CpefHero
pasmMepa C BbICOKUM ALEPHO-LUTONNA3MaTUYECKMM CO-
OTHOLIEHMEM, C OKPYI/IbIMW AApaMu ¢ MenKoaucnepc-
HbIM XpoMaTUHOM. OTMeYeHa BbICOKasi MUTOTMYECKASA U
anontoTuyeckasa akTuBHoCTb. Mpu UI'X-uccnepgosaHum:
PAX5-no3uTuBHble B-nuMdouuTbl € KO3KCnpeccuei
CD10, CD20, bcl2. PeakTUBHbIN UHGUABTPAT NpeacTas-
neH CD3/CD5-no3uTtuBHbIMK T-nuMdouymTaMmu. YpoBeHb
akcnpeccun Ki-67 Bbicokmii, o 80%. BbisBneHa nosu-
TuBHas akcnpeccus TDT. Peakuum ¢ c-Myc, BCL6, CD8
oTpuuatenbHble. 3akntoyeHue: B-JIbJ1. MaTtepuan 6bin
HanpasneH B pedepeHc-ueHTp B ®I'BY «HMWUL, ArOU
uM. Imutpus PoraueBa» Munsapasa Poccuu. MNyHkums
KocTHoro mosra ot 15.08.2025 nokasana oTcyTcTBME
6nacTHbIX Knetok (0%). AHann3 CMHHOMO3rOBOMN Xunp-
KocTu oT 15.08.2025 BbisiBuA unTo3 3/3 (KN/MKN) NUM-
GountapHoro xapaktepa. [lepecMoTp MaTtepuana B
pedepeHc-LeHTpe oT 25.08.2025 noaTBEpANA AMArHO3
B-NIbJ1/neiiko3, onucaB Anddy3Hy NAOTHYKO Nponu-
(Gepaumnio MOHOTOHHOIA NONyNsALKUKM 6NACTHBIX KNETOK C
akcnpeccueit PAXS, TdT, Ki-67 — 100%, n HeraTUBHbIMU
peakuuamu c CD3, CD20.

JleyeHune u nocnepyrouee BegeHne. Takum 06pasom,
yCTaHOB/IeH OCHOBHOI auarHos: B-JIBJ1, IV cTagus, ¢
nopaxeHnuem Th5-Th9, rpynna Bbicokoro pucka. Oc-
NOXHEHMA: HUKHUI LLeHTpanbHbli Napanapes, HapyLe-
HMe QYHKLMM Ta30BbIX OPraHoB MO TUMY HeAepXaHus.
C 21.08.2025 no 03.09.2025 nauumeHTKe 6bln NPOBeAEH
aTan MHAYKLMOHHOI Tepanuu (LeKkcaMeTasoH, BUHKpPU-
CTWH, py6omuumH, M3l-acnaparnHasa, MeToTpekcart,
uuTapabuH) cornacHo npoTokony nedenus B-JIBJ1. Ma-
LMEeHTKa NPOAOMKAET NoyyaTh Tepanuio.

3akniouenune. lpepctaBneH KAMHWUYECKMIA cnyydaii
B-JIBJ1 ¢ pepKoit nepBUYHOI NIoKanusaunein B rpygHoOM
OTfeNe NO3BOHOYHMKA y pebeHka. 3aboneBaHne Ma-
HU(ecTUpoBano HEBPONIOTMYECKOA CUMMNTOMATUKON
(6oneBoii CMHAPOM B NOSACHUYHOI 06NaCTH, HUKHUIA Na-
panapes, HapylweHue QyHKLWAN Ta30BblX OPraHoB), YTo
noTpe6oBano NPoOBeAEHNS PacLUMPEHHOI AMarHOCTUKM,
BKJlouas HeiipoBuayanusauuto (MPT) u mopdonoruye-
ckyto Bepudukaymio. Cnyyvaii noguepkuBaeT BaXkHOCTb
KOMMNAEKCHOr0 MOAX0Aa U MEXAUCLMNAMHAPHOIO B3a-
UMofencTBuA (HelipoXUpyprus, OHKONOrUs, remaTono-
rus, naTonoruyeckas aHaToMus) AnA CBOEBPEMEHHOI
AMArHOCTUKM U Hayana crneuyuduyeckoi Tepanuu npu
numdonponndepaTUBHbIX 3a601€BAHUAX C aTUMMUYHbI-
MU NPOABNEHUAMMU B NeJMaTpUYecKon npakTuke.
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XPOHUYECKAA rMNOKCKUA B ABYX
NIULLAX: CMEKTP KIMHUYECKUX
NPOABNEHNI BPOXXAEHHOM
METFEMOTrNOBMHEMUU
Marpoc E.C., Hukonaesa /1.10., Monosa A.I.

HayuHbie pykoBogutenn:
K.M.H., jouyeHT Jlapuna J1.E., JlaBpeHTbeBa U.H.

bY3 «Mopo3sosckas [AMKb A3M»,
®rA0Y BO PHUMY um. H.U. Tnporosa
Munaapasa Poccun (MMporoBekuii YHuBepcuTer)

BeepeHue. BpoxaEHHas MeTremornobuHemus —
peakas (onucaHo okono 600 ciyyaes) reTeporeHHas
rpynna 3abosieBaHuii, XxapakTepusylowancs noBblwe-
HMEM YPOBHS MeTreMorno6uHa B KpPOBM BCNEACTBUE
aedpuumta epmeHTa HUKOTMHAMUAAAEHUHLUHYKIEO-
TUATMAPOTreHasbl-LMTOXpOM-b5-pefykTasbl nu/uanm Ha-
NINYNA aHOMasbHOTO remorno6uHa (remorno6uHonaTms
M, H). 3H3umoneHndyeckne hopMbl enatca Ha | Tun (go-
OpoKayecTBEHHbIN, AedhULUT pepMeHTa TONbKO B 3pu-
TpoumnTax) u Il TUn (reHepann3oBaHHbliA, ¢ LedULUUTOM
(pepMeHTa BO BCEX TKAHSX W BbICOKOIi NIeTaNIbHOCTbI0).
TpyAHOCTM AMArHOCTUKM CBSA3aHbl CO CXOXECTbH K-
HUYECKNUX MPOABNEHUIA C O6LIMPHOI rpynnoil kapauope-
CMMpaTOPHbIX 3a60NEBaHNIA MM MHOTAA COYETAHUEM C
HUMMU, YTO TPEOYET HACTOPOXXEHHOCTH Bpayeii.

Knunnyeckune cnyvam. lMauneHTtka 17 net rocnura-
NN3NpOBaHa C Xanobamn Ha roNOBOKPYXEHUE U CHU-
XEHWE TONEepaHTHOCTU K duamyeckoii Harpyske. Mpu
ocMoTpe obpalianu Ha cebs BHUMaHWE LMaHO3 KOX-
HbIX MOKPOBOB M CAW3UCTbIX, AedhopMaLuM KOHLEBbIX
(GanaHr nanbueB KUCTei 1 cTON MO TUNY «6apabaHHbIX
nanovek». B npouecce auddepeHunanbHoi guarHocTu-
K1 NPUYUH LiMaHO3a GblIM UCKITOYEHbI MAaTONOMUMU BPOH-
XOJIero4yHoOW CUCTEMbI, MOPOKK ceppua, BO3AeHCTBME
COefIHeHWii cepebpa, a3oTa, NeKapCTBEHHbIX Npenapa-
TOB. Y nayMeHTKM HacbllWeHne KpoBmu Kucnopoaom 42%,
Gpakums metremornobuHa B kposu 20,7%. Mo pesynb-
TaTaM anekTpodopesa reMornobuHa 6bin 06HapYyXeH
remorno6uH E. BepuduuymposaH gnarHos: BpoxgeHHas
MEeTreMorfno6uHeMus, remorno6uHonaTus (aHomanb-
Hblii reMorno6uH E). Y MaTepn nauueHTKu Takxe oTMe-
yancsl LUMaHOTWYHbIW LUBET KOXWU NuLa U KOHEYHOCTEMN.
Mpn noapo6bHOM paccnpoce yCTAHOB/IEHO, YTO Y Heé
BPOX/JEHHAs METreMornobuHemusi, aHOManbHblil re-
mMorno6uH M. NMpu aMHaMMYeCKOM KOHTpOJIe caTypauus
6e3 A0NONHUTENbHOW okcureHauwu 38-40% 6e3 npwu-
3HAKOB Bblpa)EHHOMN fblXxaTefIbHON HEeLOCTaTOYHOCTH.
B oTaeneHun npoBoAMANCH OKCUreHOTepanus, Tepanus

acKop6MHOBOI KMCIOTOIA, NeBOKaPHUTUHOM. Mpu BbinNu-
CKe peKOMeHAOoBaH AafibHelWwmnini LANTeNbHbIA npuem
ackop6WHOBOM KWUCNOTbI, KYpCOBbIE MpUEMbI youpeka-
PEHOHa 1 IeBOKapHUTHHA.

MauneHT 10 MecsiLeB, C POXAEHUA MAKCMBOCTb,
CpbirMBaHus nocne kopmneHus. Ha 12 cyTku XusHu
CMMNTOMOKOMIJIEKC MEHWUHTO3HLedannTa, ganee npo-
rpeccupyowas 3afepxka (U3MYeckoro pasBuTHS.
B 5 MecsiueB pe6eHOK 6biN rOCNMTANM3NPOBaH B OTAE-
NleHue HacneACTBEHHbIX HapylWeHWit 06MeHa BELLEeCTB.
Bblnn uUckntoyeHbl HelipogereHepaTuBHble 3aboneBa-
HUS, CUHAPOMasbHble GOPMbI NATONIOTNK C 3aAEPXKKOI
MCUXOMOTOPHOIO Pa3BMTMSA, OPraHuyYecKoe NopaxeHue
LIeHTPaNibHOIi HEPBHOIA CUCTEMbI, 3a60NEBAHNS U3 TpyN-
Mbl HacneACTBEHHbIX aunaypuil/aMmHoayugonaTun, ge-
(heKTOB MUTOXOHAPHMANBHOIO 6ETA-OKUCIIEHNS XKUPHbIX
KMCNOT, PEMETUNNPOBAHUA, TEYEHNE BHYTPUYTPOOHbIX
uHdekunii. B 10 mecsiLeB B NOKOe HEOGOMbLIOW aKpoLU-
aHo3, BO BpeMd nnaya LuMaHo3 U MpaMOPHOCTb KOHey-
HocTel, ry6, HocorybHoro TpeyronbHuka. OTMeyanuchb
rMnepToHYC KOHEYHOCTeId, rpybas 3ajepxka ncMxoMo-
TOPHOro pa3BuTuA: ronoBy Kk 10 MecAuaM pebeHoK He
yoepxuBan, npu TpakLum 3a pyku He rpynnupoBarsncs, He
nepesopauuBanca. o pesynbratam NOAHOTEHOMHOIO
CEKBEHUPOBAHUS 6blN BbISIBJIEH NaTOreHHbIA BapuaHT
B reHe CYB5R3 B roMO3MroTHOM COCTOSIHUM. YunTbIBas
MPOrpeccupylolLyo 3afepXxKy MOTOPHOr0 pasBuTuA,
CUHAPOM MbILWEYHON ANCTOHUM, LMAHO3 KOXHbIX NOKPO-
BOB M (pakuuto meTremornobuHa B kpoeu 11,8% 6bin
YCTaHOBNEH AWarHo3: BpoxAeHHas MeTreMornobuHe-
mus |l Tuna. PekoMeHgoBaH Npuem feBOKapHUTUHA K
pubodnaBuHa. Mpu HapacTaHUU YPOBHA METreMorno-
6uHa 6onee 15-20% M CHUXEHUM caTypaLumn — pelleHmne
BOMpPOCa 0 Hayase Tepanium ackoOpoMHOBOW KUCIOTO.

3aknioyeHne. BpoxaEHHas MeTreMorniobuHemus
SIBNSIeTCA peaKuM, TPYAHO AMarHoCTUpyembiM 3abo-
neBaHMeM C BapuabesnbHbIM TeyeHuem oT fobpokaye-
CTBEHHbIX GOPM [0 TAXKENOro HEBPONOTrUYECKOro Ae-
duunTa n netanbHoro ucxopa. Metremorno6uHemuto
HeobxoaMMO BKNOYaTb B Kpyr auddepeHunanbHoii
AMarHoCTUKM NPU HAaNWUYMUM LMaHO3a M NPU3HAKOB Xpo-
HUYECKOIi TMMOKCUU, 3aePXKU GU3NYECKOro pa3BuTUs
(ecnmn ucknOYeHbl Apyrue KapaMOpeCMpaToOpHbIe NpU-
YuHbl). MauneHTam ¢ METFeMOrno6UHEMNEN HEOBXOAM-
Mo u3beratb npuema psifia NekapCTBEHHbIX NpenapaToB
W NPOJYKTOB MUTAHWA U3-3a PUCKA YXYALLEHUSA TEYEHUS
3a6oneBaHns (yBenmyeHme MeTreMornobuHa). Tepanus
acKop6WHOBOM KMUCNIOTON MOXET YAYYlUTb COCTOSHUE
naLueHTOB.

1 6 NYHU-MA3YPUHCKWE YTEHUA. C60pHuk Teancos VIl Bcepoccuiickoit Hay4Ho-NpakTUYeCKoil KoHDepPeHUMIN MONOAbIX YYeHbIX C MEX AYHapoAHbIM yuacTuem M. P.O. JlyHua n A.B. Masyputa (2026 T.)



PEAKWA TEHETUYECKWUA CUHAPOM
B HEOHATAJIbHOMN NMPAKTUKE:
AKPOKANNE3HbIA CUHAPOM

Myuweposa [1.M.

HayyHblii pykoBoguTenb:
A-M.H., npogeccop PAH fertapeea M.I.

®rAQY BO PHUMY um. H.W. Muporosa
MuH3aapasa Poccum (MnporoBekuii YHUBepeuTeT)
FBY3 «ArKb um. H.®. dunatosa A3M»

BeepeHue. AkpokannesHblii cuHapom (Acrocallosal
syndrome, OMIM 200990) — kpaliHe pefKoe ayTOCOM-
HO-peLeccUBHOe 3ab0oneBaHNe, OTHOCALLEECS K rpynne
MEPBUYHbIX LUAMONaTHii U acCOLUUPOBAHHOE C MyTa-
unamu rera KIF7 (15q26), yuacTByHOLLEro B peryasuum
curHanoHoro nytu Hedgehog. Matonorus xapakTepwu-
3yeTcA coyeTaHMeM MOPOKOB Pa3BUTUS LEHTPanbHOM
HepBHoii cuctembl (LUHC) u ckeneta, BK/odas areHe-
3110 UK TUNONIa3ulD MO30MCTOrO Tena, Makpoueda-
NN, NONUAAKTUIINIO, @ TaKXKe 3aZepXKKYy MOTOPHOIO U
MCUXOPEYEBOro Pa3BUTUSA, HAapYLLEHUE 3PEHUA W CRyXa.
[lnarHocTuka 3aTpyAHeHa peLKOCTbIO NaTonoruu u de-
HOTUMUYECKMM NEPEKPLITUEM C PAAOM TEHETUYECKUX
3a60neBaHuii, 4T onpeAensieT akTyasbHOCTb paboThbl.

KnuHnyeckuit cnyyvaii. Manbumuk A., oT MaTepm 25 net
C HeoTAroleHHbIM aHaMHe30M, 4 HEOCNOXHEHHOW 6e-
PEMEHHOCTM, 3 CPOYHbIX CaMOCTOSATENIbHbIX POMOB.
Mpn poxpaeHun macca Tena coctasnsana 4130 r, gnuHa
Tena — 54 cM, OKpPYXHOCTb rofioBbl — 38 CM, OLleHKa no
wkane APGAR 7/7 6anno.. pu ocMoTpe 0TMeYanucb
rpbiXa 6e0i NMHUM XKNBOTA U MHOXECTBEHHbIE CTUT-
Mbl nM33ambpuoreHesa. CocTosiHMe pacLeHnBanoch Kak
TAXKeNOe 3a CYEeT AblxaTesIbHOii HegocTaTouHOCTH ([ H)
Ha (OHe TPaH3UTOPHOIO TaXUMHO3 HOBOPOXAEHHbIX W
cuHgpoma yrHetenus LIHC, yto o6ycnoBuno nepeBoa B
OTAENEeHNe peaHMMaLun U MHTEHCMBHOW Tepanuu.

Ha peHTreHorpamme OpraHoB rpyaHOW KNETKW Bbl-
SIBNEHbl NPU3HAKW BPOXJEHHON MHEBMOHUM W pebpo
Jllowko. Mo paHHbIM HeWpocoHOrpaduu WU KOMMbO-
TepHoit TomMorpadum rofioBHOrO MO3ra JMarHoCTUPO-
BaHa areHesusi MO30MMUCTOro Tena. YnbTpa3ByKoBOe
uccnefoBaHue MOLWOHKN NOATBEPANIIO ABYCTOPOHHMI
KpMNTOpXKU3M. Pe6eHOK KOHCYNbTUPOBAH TEHETUKOM,
PEKOMEH[0BAaHO NPOBefeHUE MAarHUTHO-PE30HAHCHOI
TOMOrpadun roaoBHOrO MO3ra U MONEKYNSPHO-TEeHe-
TUYECKOro UCCNeAoBaHNS. YUnTbIBasA Hanuumue nopoka
pa3sutua LIHC n HecooTBETCTBMA TAXECTWU HEBPONO-
rMYecKOW CMMNTOMAaTUKN MepuHaTanbHOMY aHaMHesy,
npoBefeH BUAE0-I3I-MOHMTOPUHT. 3aperucTpupoBaH

nocnepoBaTeNbHbIA NPUCTYM, He CBOMCTBEHHbIA Anf
CMMNTOMATUYECKUX CYLOPOr, HO XapaKTepHbl p[Ns
HeoHaTafbHbIX 3nunencuin. KnuHudecknm otmevancs
anusoj decatypauuu C Taxukapauei, CMeHaoWumcs
OpanbHbIMM aBTOMaTU3MaMu U 3aMUPaHMEM, YTO paH-
Hee He pacL,eHNBaNoCh B KAYECTBE KJIMHMYECKOTO 3KBU-
BaseHTa npuctyna. NMpoBoaunuch aHTUOGaKTepUanbHas
N UHDY3MOHHAn Tepanus, pecnupaTopHas NoAAepxKa,
npoTueorpuékosas npotdunakTmuka. Ha goHe npoTuso-
cypopoxHoii Tepanun (NCT) poCTUTHYTA KNMHWYecKast
peMuccua NnpucTynos.

B aMHamuke TAXeCcTb COCTOAHMA onpepenanacb JH
Ha GoHe chopMupoBaBLLeiics 6pOHX0NEroYHON gucnna-
31K W BblpaXKeHHO HEBPOJIOrMYECKON CUMNTOMATUKOM
B BUAE CMHAPOMA YTHETEHUS, MbILIEYHOW FTMNOTOHNUM U
oynbbapHoro cuHapoma. Mo 3aknoyeHnto odTanbmMo-
nora ManbyuK BXOAWUA B FPynny pucka no natonoruun
3pUTENbHbIX MPOBOAALWMX MyTei, NMOATBEpAUBLIENCS
npu nocnepytowem obcnegosanumn. Mo pesynbratam
CEKBEHWPOBAHUA 9K30Ma B BO3pacTe 2 MecsleB Bbl-
fiBNIeHa romMosurotHasa mytauus B rede KIF7 ¢.2770C>T
(p.GIn924x), no3BonMBLIAA YCTAHOBUTbL AMArHo3 akpo-
KannesHoro cMHApoMma.

B BospacTe 2 MmecAueB 4 pHeil pe6eHOK BbinucaH
nop ambynatopHoe HabnogaeHue. Mo pesynbTaTam ay-
AMONIOTMYECKOro 06cnefoBaHWs  AWArHoCTMpPOBaHa
CMellaHHasi TyroyxocTb. CuctemaTuyecku Habnwopa-
eTC HEeBPOJIOrOM, OTMeyYaeTcA 3ajepxka ncuxuye-
CKOro, NpejpeyeBOro M CTAaTOMOTOPHOTO PasBUTHUSA.
MpogomkeHo npoeegeHue MNCT, TakTUKa onpejenseTcs
HEBPOJIOrOM-3NNUENTONOrOM, YYMTbiBas CEMUOTUKY
MPUCTYMOB HEOHATasbHbIX CYAOPOr y pebeHka ¢ nog-
TBEPXAEHHbIM FreHEeTUYECKUM CUHAPOMOM, UMEILLUM B
COCTaBe CTPYKTYPHYIO anunencuto.

3aknioueHue. MeTozbl HElipOBU3Yyann3aLum ¢ BbICO-
Kol paspelatolieii CNOCOGHOCTbIO UMEIOT KiKYeBoe
3HauyeHue B AuddepeHuManbHON [UarHOCTUKe akpo-
KannesHoro CUHAPOMAa C APYTUMM CUHAPOMANbHbBIMHU
GopMamu areHesuu v runonnasuu Mo3oNUCTOro Tena,
HO pellalollylo ponb B NMOCTaHOBKe AuWarHosa urpaet
MOJIEKYNSIPHO-TEHETUYECKOE NoATBepXaeHne. OTCyT-
CTBME 3TUOTPOMNHOI M MaTOreHeTUYeckoii Tepanun 06-
ycnaBnuBaeT Heo6X0[MMOCTb  CUMMTOMATUYECKOro
NeYeHUsi, PaHHEero MynbTUAUCLMMINHAPHOIO MOAXOAA
W ANUTENbHOW abunuTauuu. MpoJoNXUTENbHOCTD U Ka-
YECTBO XWU3HW NALMUEHTOB C aKpOKanie3HbIM CUHAPOM
BapuabenbHa U OnpepensieTcs CTEMeHbl MOpaXeHus
LIHC, TAXecTbio 3NUNenTMYecKoro CUMHAPOMa W Hanuyu-
€M JpYyrux NOpPOKOB PasBUTHS.

JIYHU-MA3YPUHCKWE YTEHWUS. C6opHuk Teancos VIl Bcepoccniickoit Hay4Ho-NpakTUYeckoi KOHMEPEHLIN MONO/bIX YUEHbIX C MexXAYHApOAHbIM yyacTuem um. P.0. JlyHua n A.B. Masypuxa (2026 ) 17



CUHPOM KABYKW Y PEBEHKA
NEPBOrO rofA XXU3HM:
KNMWHUYECKASA TETEPOTEHHOCTb
N CNOXXHOCTU AUGDEPEHLUANIBHOM
AWATHOCTUKMU
Myuweposa [1.M., Basunosa A.WU.

HayyHblii pyKoBOgHTEND:
K.M.H., joyeHT CapkucsaH E.A.

OrAQY BO PHMAMY um. HW. Tuporoea
Munaapasa Poccun (MporoBekuii YHuBepcuTer)
bY3 «[AFKB N2 9 um. IH. CnepaHckoro [13M»

Beegenue. Cunapom Kabyku (CK, Kabuki syndrome,
MKB-10: Q87.0) — peakoe 3a6onesaHue, 06yCnoBAeHHOE
MyTauusmu renoB KMT2D (CK 1 tuna, OMIM 147920) u
KDM6A (CK 2 Tuna, OMIM 300867) u xapakTepusytolie-
ecs  4YepenHo-NNLEBbIMU/CKENETHBIMU  aHOMaNUAMM,
LAepMaTornuduyeckumMn aHoManusiMi, BPOXAEHHbIMU
NnopokaMu cepAaLa, YMCTBEHHON OTCTanocTbk M NOCT-
HaTanbHOIi 3agepxkoii pocTa (Ba X. et al, 2024). Knutu-
yeckuii nonumopdusm, 0TCYTCTBME NAaTOTHOMOHUYHbIX
NPM3HaKOB B HEOHATasbHOM Nepuoje U pa3BuUTHE OC-
NOXHeHW HepeAKO NMPUBOAAT K 3af,epXKe MOCTaHOBKY
AnarHosa u pnautenbHomy auddepeHyuansHoMy nou-
CKY.

KnuHuyeckuii cnyyaii. Manbuuk K., ot matepu 32 net
C HEOTATOWEHHbIM aHaMHe30M, OT 1-ii 6epeMeHHOCTH
C aHTeHaTanbHO AWArHOCTUPOBAHHbIMW MOPOKaMM
pasBUTUA MOYEBbLIAENUTENbHON CUCTEMbI nnoga, 1-x
CPOYHbIX OnepaTuBHbIX pofoB. lpu poxpaeHnn macca
Tena coctasnana 3100 r, gnuHa tena — 50 cM, oLeHKa
no wkane APGAR 2/4 6anna. Taxenoe cocTosHKE, 06-
YCNOB/EHHOE [JblXaTeNIbHOW HeJOCTaTOYHOCTbIO, ap-
ryMEHTUPOBANO CTapT PecnupaTopHoil MOALEPXKKMU U
nepeBof B OTAENEHNE peaHUMaL MW U MHTEHCUBHOM Te-
panuum.

B xoae KomniekcHoro o6cnefoBaHWUs BbifB/IEHbI
MHOXECTBEHHbIE BPOXAE€HHbIE MOPOKM Pa3BUTHUSA: TUMO-
NNacTUYECKNt BapuaHT AUCNNA3NN NOYEK C IKTONUEN
NpaBoi MOYKNU M BPOXKAEHHbIM Meraypetepom, nepu-
MeM6paHO3Hblii AeGeKT MexX)XenygoukoBoi nepero-
pofku. COCTOSIHME MauMeHTa OCNOXHANW Nporpeccu-
pyrowas xpoHudyeckas 60M1e3Hb Novek ¢ HedporeHHoI
apTepuanbHoi runepTeHsnen, nocTreMopparuyeckas
coobuatowascs rugpouedanus, cTpykTypHas hokanb-
Has anuiencus, 6POHXONEroYHas Aucnnasua u nopa-

XEHWe opraHa 3peHus. Hanuune KOMOGMHMPOBAHHOTO
NepBUYHOTo UMMYyHoAedMLMTa 0GYCNOBKUIO PeLManBY-
pytoLiee TeYEHNe TAXEeNbIX MHHEKLMOHHBIX NPOLLECCOB
C pasBMTUEM CUCTEMHOIA BOCNANMTENbHOI peakuum.

OnddepeHumanbHO-AMarHOCTUYECKUA MOUCK  Ha
paHHKUX 3Tanax BKAKOYAN XPOMOCOMHbIE aHeynnouguu,
BPOXAEHHble HedponaTum U Apyrue CUHAPOMasbHbIe
natonorun. OKoHYaTenbHas BepuuKauus puarHosa
cTana BO3MOXHOi B Bo3pacTe 1 MecsLa XW3HW nocne
MoNyyeHMst pe3ynbTaTOB MOJIEKYNAPHO-TEHETUYECKO-
ro MccnejoBaHus, BbISIBUBLIErO FETepPO3UrOTHbIA Ba-
puaHT myTauuu B reHe KMT2D c.11062_11064delinsT
p.Gly3688CysfsTer24, accouumpoBaHHbIA C CUHAPOMOM
Kabykw.

MporpeccupoBaHue rugpouedanum notpeboBano
MHOTrO3TanHoOro HeipoXupypruyeckoro neyenus (Ha-
PY)XHOe BEHTPUKYNAPHOE [APEHUPOBAHUE, BEHTPUKY-
no-aTpuanbHoe IIYHTMPOBaHME, 3JHAOCKOMMYecKas
cenTonnacTuka). HapacTawowas nodyevyHas HepfocTa-
TOYHOCTb M apTepuanbHas rMNepTeH3nus CyLeCTBEHHO
OrpaHMyMBany TepaneBTUYECKUE BO3MOXHOCTHU U yCy-
ryénanu Mmetabonuyeckue HapyleHus. TaxecTb COCTO-
SHWUS C NONNOPraHHbIM NOpaXeHMeM aprymeHTUpoBana
MOCTaHOBKY ManiMaTMBHOrO cTaTyca npu NpoAonXato-
emMcs cneunanuanpoBaHHOM NOCUHAPOMANbHOM fe-
yeHuu.

3akntoueHne. [peacTaBNeHHOE HABNIOAEHNE AEMOH-
CTPUpYeT KpaiiHe TAXenblil, NONUCUCTEMHBIA BapuaHT
TeyeHus cuHppoma Kabykn, maHupecTupoBaBlINiA B
HeoHaTalbHOM Nepuoge M MoTpeboBaBWMIE MeXAUC-
LUMNNMHAPHOTO BELEHNA C MEPBbIX fHell Xu3Hu. Takxe
B HalleM cTaluoHape Habntoganca pe6eHoK ¢ KoMbuU-
HUPOBAHHbIM BPOX/EHHbIM NMOPOKOM cepaula (aedekT
MEXKeNy[04YKOBO U MeXNpeAcepAHOi Neperoposok,
KoapKTalus aopTbl), rpy6biM BPOXAEHHBIM HapyLlIeHu-
eM GOpMUPOBaHMSA FONIOBHOTO Mo3ra (Maxurupus, auc-
Nnnasus MO30JIMCTOrO TeNa, BEHTPUKYNOMEranus) ¢ pas-
BMTUEM CTPYKTYPHOW 3MMNENCUM, y KOTOPOro AWarHos
cuHapoma Kabyku 6bin BbicTaBfeH iMwb B 8 neT. Knu-
HUYECKWe cnyyau NOAYEPKUBAKT BaXHOCTb PaHHEro
MPUMEHEHUS MOJIEKYNSAPHO-TEHETUYECKNX METOA0B AU-
arHoCTUKM Y fieTell C MHOXECTBEHHbIMU BPOXAEHHbLIMH
nopokamu passutus. CBOeBpeMeHHas reHeTWyeckas
BepumKaumss NosBonsieT ONTUMU3MPOBATb TaKTUKY
BeJ,eHUA MayueHTa, CNpOrHO3upoBaTh TeYeHue 3abone-
BaHUA M BO3MOXHbIE OCNOXHEHUS, @ TaKXXe NMPOBECTH
MeAUKO-TEHETUYECKOE KOHCYNbTUPOBAHNE CEMbH.

1 8 NYHU-MA3YPUHCKWE YTEHUA. C60pHuk Teancos VIl Bcepoccuiickoit Hay4Ho-NpakTUYeCKoil KoHDepPeHUMIN MONOAbIX YYeHbIX C MEX AYHapoAHbIM yuacTuem M. P.O. JlyHua n A.B. Masyputa (2026 T.)



KNWHUYECKUWA CNYYAHN
TAXENOro TEYEHUA
BHEBEOJIbHUYHOWN MHEBMOHWUM
HA ®OHE TYBEPO3HOI0 CKJIEPO3A
Manuyk A.E., WaiixyauHosa M.B.

Hayunbiii pykoBoguTenn:
A-M.H., goyeHT [puxog4erko H.I.

®re0Yy BO TTMY Munaapasa Poccun,
bY3 «KpaeBas getckasa knuHuyeckas 60nbHMLa N22»

BeepeHue. Ty6eposHblii cknepos (TC) oTHocuTcs K
peAKUM HacnefCTBEHHbIM 3a60neBaHUAM rpynnbl ¢a-
KOMaT030B C ayTOCOMHO-AOMWUHAHTHbIM TUMNOM Hacrne-
J0BaHuWs 1 CBAi3aHa ¢ MyTauusamMu B reHax TSC1 (xpomo-
coma 9) unu TSC2 (xpomocoma 16). TC xapakTepusyetcs
06pa3oBaHWEM ramMapToM B KOXe, HEPBHOIA cUCTEME U
BHYTPEHHUX OpraHax, Bkntoyvas nérkue. Hanuume néroy-
HbIX MU3MEHEHUIA MOXET CNoco6CTBOBATL 6onee TAXE-
NIOMY U ANMTENbHOMY TEYEHWIO PECrUpPaTopHbIX MH-
(bekumii. B paHHOM HabnogeHn NpeacTaBneH cryyaii
TAXENOI BHEOONbHUYHON MHEBMOHUK Y AeBOYKM C TC.

Knunnyeckuit cnyvaii. NMauuenTka B., 15 ner, rocnu-
Tanu3npoBaHa B NeAuaTpuMyecKoe OTAesIeHne C Xano-
6aMu Ha MPOAYKTUBHbIA Kalenb C rycToil CAN3NUCTOI
MOKPOTOW, 061y CNabocTb.

AHamHe3 XusHu: ot IV 6epeMeHHOCTH, NpoTeKaBLIEN
C Yrpo3oi npepbiBaHUs; pofbl NpeXxeBpeMeHHble Ha
cpoke 35 Hegenb, macca Tena 2500 r. C 7 net o6paso-
BaHWA Ha KOXe, BbICbINaHMA Ha iMue no Tuny «6aboy-
KW» C BblpaX€HHbIM 3yA10M, PeLANBUPYIOLLME B BECEH-
He-neTHU nepuof. KoHCynbTUpOBaHa anyieprosiorom,
JepMaToNioroM, peBMaTosioroM, fiedeHune 6e3 apdekTa.
B okTs6pe 2018 roga NpoOKOHCYNbTMPOBAHA FEHETUKOM.
MposeaeHo MPT ronoBHOro Mo3ra, BbiiBJIeHbl U3MEHe-
Hus, cooTBeTcTBylowme TC, MonekynspHo-reHetmye-
CKOe uccrefoBaHne 06HapYXNUo reTeposnroTHblii Ba-
puaHT B reHe TSC2: chr16:2135304 T>C (p.Leu1548Pro).
YcTaHOBMEH AWArHo3: HacneACTBEHHOe 3abosieBaHue
“3 rpynnbl ¢akomMaTo3oB, Ty6epo3Hblii cknepos. Mpu
npoeegeHun KT nouek (17.12.2018) Bu3yanusmpoBaHo
OKpyrnoe o6pas3oBaHue B HWXHEM CErMeHTe MpaBoii
noykn 19x17x26 MM, a Tak)Xe MHOXeCTBEHHble Menkue
rMNepaxoreHHble o4aru, XxapakTepHble AN aHTMOMMO-
nunoM. 18.01.2019 BbinofHeHa NOMBOTOMUS CrpaBa C
pesekuuei HUXKHero nositoca npaBoi nouku. Monyvaet
TapreTHylo Tepanuio (3Bepoanmyc).

AHamHe3 3a6oneBaHus: ocTpoe Hayano 21.10.2025
C nosBieHna Kawns, cy6de6bpunbHON TemnepaTypbl

(37°C). YxyaweHue cocTosiHua yepes 3 [He, Kallenb
ycununca, Temnepartypa nosbicunacb go 40°C. lMpu no-
CTYNNEHUN COCTOSIHME TAXKenoe 3a CYET fibixaTesnbHO
HepjocTaTouHoCTu: caTypauuns 91%, Y[ 26 B muHyTy, YCC
120 B MUHYTY. Ha KoXe LWEK, nepeHocuLbl U B 0651aCTy
npaBoii NonaTkn aHrMoGuUOPOMbI, NOCNEONEepPaLIMOHHbIN
py6el, nocne NIOMOGOTOMUM, Y4ACTKM [enNUrMeHTaLun B
3aTbIJIOYHOMN, MOACHUYHOM U NaxoBOM 06macTAX, NOMO-
Cbl TMNepnUrMeHTauuMu BAONb MNO3BOHOYHUKA, AEnur-
MEHTaLMsl pecHuUL, NpaBoro Beka v Npsiib ceablx BOJIOC
B 3aTblIOYHOI 30He. OTMeyanucb napaopbuTanbHbIil
LLMaHo3, yyacTue B aKTe AblxaHWUsi BCNOMOraTeibHON My-
CKYynaTypbl, BTS)XKEHUE Mexpebepuii. AycKynbTaTUBHO:
AblxaHue XEcTKoe, N0 BCEM NOAAM MenKyny3blpyaTble
n KpenuTtupytowme xpunbl. Co CTOPOHbI APYTrMX OpPraHoB
W CUCTEM 3HAYMMbIX OTKJIOHEHUI HE 0BHAPYXKEHO.

B o6weM aHanu3e KpOBM 3HAYMTENbHbIX BOCMau-
TeNbHbIX CABUIOB He 0TMeyYeHo. YposeHb CPE 28 mr/n,
NKT - 0,5-1,5 Hr/mn, meTogom MUP («MHeBMoCKPUH»)
o6HapyxeHa Mycoplasma pneumoniae. PeHTreHorpa-
(w5 opraHoB rpyfHOM KNETKKU: UHPUABTPaLMA NEroYHO
TKaHu S6 n S8 neBoro nérkoro, S6 npaBoro NErkoro, 06-
WMpPHasA 30Ha KOHCOoNUAaLuu B BepxHeit gone cnesa. o
AaHHbIM KOMMbIOTEPHOI TOMOrpaduu opraHoB rpyaHoi
knetku (KT OTK, 01.12.2025): BocnanuTenbHble U3MeHe-
HuA B cermeHTax S1-2 u S3 npaBoro Nérkoro, yMeHblue-
HWe yyacTKOB YNJIOTHeHMA B S6 neBoro Nérkoro, cokpa-
LieHue pasmepoB ovaros B S6 n S8 cnesa. B guHamuke
B S6 npaBoro Nérkoro MHdunbTpaunus dparMeHTUpo-
Banacb Ha OTAeNbHble 0Yarn Ha GOHE JINHEAHbIX TAXU-
CTbIX U3MEHEeHMWIi, UHOUNbTPAT B BEPXHEN [ONe NeBoro
NErkoro ymeHbluuncs, B cermeHtax S1-2 u S3 npasoro
NErKOro MNOSIBUANCH OFPaHUYEHHble 30Hbl CHUXEHUS
MHEBMAaTM3aLum No TUNY «<MaTOBOr0 CTEKNay.

lpoBogMMOE fleyeHWe BKJIOYANO: OKCUreHoTepa-
MU0, KOMOMHMPOBAHHYK aHTMbGAKTepuanbHyw Te-
panuio (nepopanbHblii NPUEM a3UTPOMULMHA B A03€
500 mr/cyT, uHranauuu TuamdeHukona ramumuHaT aue-
TUnuMcTenHaT no 250 mr 2 pasa/cyT), cCUMNTOMaTHYe-
CKYt0 Tepanuio.

3aknioueHne. OnucaHHbIN KNMHUYECKMIA cnyyail un-
nocTpupyeT ponb opdaHHoii natonorun (TC) Kak dak-
TOpa, CNOCOBCTBYIOLLEr0 3aTAXHOMY U OCNOXHEHHOMY
TeyeHMo pecnupaTopHoii uHbekuuu. HabnwogeHue
noAYEpKMBAET BaXHOCTb AeTanbHOro c6opa aHamHe-
3a, TWwarenbHoro Gpu3MKanbHOro 0OCMOTpa U Heobxoau-
MOCTb MHAUBUAYANN3UPOBAHHOIO NOAX0AA K MmauueH-
TaM C COYeTaHHOM naTosioruei.

JIYHU-MA3YPUHCKWE YTEHWUS. C6opHuk Teancos VIl Bcepoccniickoit Hay4Ho-NpakTUYeckoi KOHMEPEHLIN MONO/bIX YUEHbIX C MexXAYHApOAHbIM yyacTuem um. P.0. JlyHua n A.B. Masypuxa (2026 ) 19



BHUMAHUE K MAJIOMY - NYTb
K UCTUHE: ﬂVIAFHOCTVI‘-IECKVIVI
MOUCK Y MALUEHTAC LI,VITOI'IEHVIEVI
W TENATOCNJEHOMEIANTMEN
Monoga A.I.

HayuHbie pykoBogutenn:
K.M.H., jouyeHT Jlapuna J1.E., JlaBpeHTbeBa U.H.

'bY3 «Mopo3sosckas Kb A3M»

BeepeHune. OcTeoneTpos — rpynna pefKux reHetuye-
CKW 06YCNOBNEHHbIX 3a60eBaHuii, B OCHOBE KOTOPbIX
NeXWUT HapyweHne AnddepeHLUpOBKM U aKTUBHOCTM
0CTeoKnacToB. CHUXEHWe OCTEOKNACTUYECKOii pe3op-
6LMM NPUBOANT K TeHEPaNN30BaHHOMY OCTEOCK/IEPO3Y,
06/MTepaLuy KOCTHOMO3TOBbIX NPOCTPAHCTB C pa3Bu-
TWEM KOCTHOMO3TOBOW HEAOCTAaTOMHOCTU M (pOpMUpO-
BaHWEM 3KCTPaMeAyNNAPHbIX 04aroB KPOBETBOPEHMUS.
HapyweHue pemofenupoBaHusi KOCTHOW TKaHW cno-
COBCTBYET pa3BUTUI0 KOMMPECCUOHHBIX HeliponaTwii,
Hanbosee YaCTbIMN OCNOXHEHUSIMU KOTOPbIX CYUNTALOT-
CSl CEHCOHeBpasbHas TYroyxoCTb M NporpeccupytoLas
noTeps 3peHus.

AyTOCOMHO-peLleCCMBHbIA OCTEONeTpo3 — 3/0Kayve-
CTBEHHas GopmMa 3aboNneBaHMs C paHHUM [e6lTOM B
nepBble MecsAubl XXWU3HU, CTPEMUTENbHbIM pasBUTUEM
KOCTHOMO3rOBOW HEJO0CTaTOYHOCTH, TpaHC(y3uOoH-
HOW 3aBUCUMOCTU, MHDEKLMOHHBIX OCJTOXHEHWUH, 3Ha-
YMTENbHOM  renaTocnfieHoMeranuu, HeobpaTUMOro
HeBponoruyeckoro aeduunta. Hecneuuduyeckue
NposiBJEHUSA HA PaHHUX CTaAWAX, HEOOXOLMMOCTb CBO-
EBPEMEHHOW AMAarHOCTUKM B NEpPBbIE TPU MecsLa Xus-
HW C MPOBELEHMEM TPaHCMNaHTaLm reMonoaTUYeCcKux
cTBONIOBbIX KNeTok (TFCK), oTcyTcTBME JOMKHOM Hac-
TOPOXEHHOCTW Bpayeil B OTHOLEHWM OCTEONETPO3a,
(GopMUPYIOT 0COOYI0 aKTYaNbHOCTb M3YYEHMS AaAHHOIA
TEMbI.

Knuunveckuit cnyvaii. MauymnenT Y, 6 Mecsaues, 6bin
joctasneH B Mopososckyto [ATKE ansa yTouHeHus re-
Hes3a BbIIBJIEHHON aHeMUMW, TPOMOOLIMTONEHUN W Fena-
TocnneHoMmeranun. M3BecTHO, YTO C BO3pacTa OAHOIO
Mecsila nepuoauyeckum Habnw[anocb MOBbIWEHUE
TemnepaTypbl, C TPeX MecCsALEeB CHWXEHWE reMorno-
6MHa 78 r/n, c YeTbipex MecaleB — TPOM6OLUTONEHUS
15 Tbic/MKN. Haxofuncs B cTauuoHape no MecTy Xu-
TenbCcTBa C NOJO3PEHUEM HA JBYXPOCTKOBYH annasunto
KpOBETBOPEHMUS, BPOXAEHHOE UMMYHOAE(PULUTHOE CO-
cTosiHue. poBOAMNOCH NIeYeHne rIOKOKOPTUKOCTEPO-
naamu, BBUT, nonyyan npoTMBOMMKPOGHYIO Tepanuto,
TpaHchy3un KOMNOHEHTOB KPOBW. Ha MOMEHT mocTy-

nneHuns B rematonoruyeckoe otaenenne MArkKb umeno
MecTO MOJIMCUCTEMHOE MOpPaXKeHWe: aHeMus, Tpebyto-
was TpaHchysuin pMTPOLMTAapHON B3BECK OAMH pa3 B
Heflento, TPOMOOLUMTONEHUS, renaToCnNeHOMeranus,
UCTOLLEHNE, BEHTUALMOHHAA AblXxaTeNbHas HejpocTa-
TOYHOCTb C anu3ofamu gecatypauuu o 80%, safepxka
MCUXOMOTOPHOr0 pasBUTUS, MUONATUYECKMIF CUHAPOM,
HapylweHue 3peHuns. NHCTpyMeHTanbHO BbISIBAIEHO MNO-
paxeHne LUHC — orpaHuyenue guddysun B fopcanb-
HbIX OTAEenax MoCTa W MEepPUBEHTPUKYNAPHbIX 30HAaX
BMCOYHO-3aTbI/IOYHbIX 06nacTell nonywapuii; pacwu-
PeHue HapyXHbIX TIMKBOPHbIX NPOCTPAHCTB; AnnaTayms
6okoBbix u Il xenynoukos. Mo pesynbratam NpoBefeH-
HOro 06¢cnel0BaHMS BblIM UCK/OYEHbI: OCTPbIN NENKO3,
HOBEHWbHbIA MWENIOMOHOLMTaPHbIA Jfleilkos, Mueno-
AUCNAACTUYECKNI CUHAPOM, reModarounTapHblit MM-
hormcTMoynTos, MMMyHOAEDULNTHBIE COCTOSIHUSA, CU-
AepobnacTHbie aHEMUU, MHDEKLMOHHbIE 3a60eBaHNS
(repnecBupycHble UHDEKLMN, NedIMaHN03, Gpyuennes,
nncTepuos), cuHapom MupcoHa, TM30COMHbIE 60Ne3HN
HakonneHust (6onesHb lowe, 6onesHb Momne, MMC |,
6onesHb HMA/B, C, 6one3Hb Kpab6e), cnuHanbHas Mbi-
weyvHasa aTpotus, raHrnuo3naosbl. NpoBeaeHo nonHoe
CEKBEHMPOBAHWE 3K30Ma, BbiBEHAa [OMO3MIOTHas
myTauusa reHa TCIRG1. YuutbiBas pesynbtaTtbl reHeTH-
yeckoro o6cnefoBaHNUs U PeTPOCMNEKTUBHO OLIEHMBAS
KJIMHMYeCKuUe 1 NabopaToOpHO-UHCTPYMEHTANbHbIE AaH-
Hble, AMarHo3 ayTOCOMHO-PELLeCCUBHOIO OCTEONETPO3a
He Bbl3blBan COMHEHMWIA.

AHanu3 npoBefeHHOro AMarHOCTUYECKOro MOMCKa
MOATBEPXaeT BbiCKa3blBaHWe 0 TOM, YTO BHUMaHWeE K
ManoMy — nyTb K UCTUHE: HA PeHTreHorpadun opraHoB
rPyAHON KNeTku, NpOBeAEHHOI ewwé 3a Tpu Mecsua Ao
rocnuTanusayun B reMaTonoruyeckoe oTaeneHue, onu-
CbIBanOCh YNNOTHEHMUE NAeYeBbIX KOCTEN C paclunpeHm-
€M U HEPOBHbIM [BOIHbIM KOHTYpPOM MeTadu3oB. Mpu
A0/MKHOM BHUMAHUMW K OnucaTenbHOW YacTh NpoToKona
AnarHo3 Mor 6biTb 3an0f03peH eweé B Bo3pacTe Tpex
MecsiLeB.

3aknioyeHne. Takoii HeOYEBMAHbIA [MarHo3 Kak
0CTeoneTpo3 [LOJIKEH ObliTb 0643aTeNbHO BKJIHOYEH B
Kpyr anddepeHLnpyeMbix COCTOSIHMIA Y NaLUEHTOB C
uMTONeHMelt U renatocnneHoMeranmeii. PagnkanbHolii
METOA NIeYEeHMs U eMHCTBEHHbIW WaHC u3bexaTb Ne-
TanbHOro Mcxofa npu UHPaHTUNLHOM OCTEONEeTpo3e —
ato TICK, KoTopas cnoco6CcTBYeT peMOLEeIMPOBaHNI0
KOCTHOI CTPYKTYpPbl M BOCCTAHOBNEHUIO MeAYNSIPHOTO
remonoasa. BoamoxHoctb nposegenus TITCK n apdek-
TUMBHOCTb 3aBMCAT OT BO3pacTa pebeHKa W CTeneHu pas-
BUTUS OCTIOXHEHMWIA.

20 NYHU-MA3YPUHCKWE YTEHUA. C60pHuk Teancos VIl Bcepoccuiickoit Hay4Ho-NpakTUYeCKoil KoHDepPeHUMIN MONOAbIX YYeHbIX C MEX AYHapoAHbIM yuacTuem M. P.O. JlyHua n A.B. Masyputa (2026 T.)



NNEYEHWE BPEMEHHbIX 3Y60B
Y BETEWA C AHKWI03UPYIOLLMMU
3ABOJIEBAHUAMMU
BUCOYHO-HUXXHEYEJIIOCTHOI 0
CYCTABA: KIMHUYECKOE
0650CHOBAHWE NPUMEHEHUA
NEAWATPUYECKMX KOPOHOK
(KIMHUYECKUI CNYYAN)
Ps6okoHb K.A., EpemuH J1.E.

Hayunbiii pykoBoguTenn:
Kannuuna C.A.

POCCUIACKWIA YHUBEPCUTET MeLULMHbI,
Akapgemus nocTannNoMHoro oépasosanua OrbY OHKL|
OMBA Poccuu,

OrAQY BO Mepsblit MTMY um. .M. CeyeHoBa
Munaapasa Poccum (Ce4eHOBCKNIA YHUBEPCHTET)

BeepgeHune. KnuHuueckuid cnyvan npepcrasnsier
AMHaMUKY 3G HEeKTUBHOCTM NPUMEHEHUS MeToja BOC-
CTAHOBJ/IEHWUS! BPEMEHHbIX 3y6OB MpW NOMOLWM Nepua-
TPUYECKMUX KOPOHOK Yy MauMeHTa C aHKUI030M BUCOY-
HO-HWXXHEYENCTHOrO cycTaBa.

Knunnyeckuii cayvait. B nepunoa ¢ 2021 no 2025 rog,
Ha 6ase ®epepanbHOro rocygapCTBEHHOr0 aBTOHOM-
HOro 06pa3oBaTeNbHOr0 YYpeXAeHWUs BbICIEro 06-
pa3oBaHus MepBblii MOCKOBCKOro rocyfapcTBeHHOro
MeLMLMHCKOTrOo yHuBepcuteta umenu W.M. CeyeHoBa
MuHucTepcTBa 3apaBooxpaHeHus Poccuiickon depe-
pauuu (CeyeHoBckoro YHueepcuteTa), 6bi10 npoBe-
JEeHO CTOMaToNIOrMYeckoe neyeHne pebeHka 5 net no
noBOAY CTOMATONOrMYecKoW caHauWuu, NOBpeXAeHue
nosepxHocTu (MPOM3) BpeMeHHbIX 3y60B COCTaBUIIO
6onee 40%, a TakXXe BO BpeMeHHbIX 3yb6ax 6bl710 npoBe-
JAEHO 3HAOAOHTUYECKOE NnevyeHne. Pe6GeHKy NpoBefEeHo
neyeHune ¢ UCMONb30BaHUEM NEANATPUYECKNX KOPOHOK
B a/lbTEPHATMBY K KOMMNO3MTHbIM pecTaBpaLnsim.

Mo pesynbTaTaM NpPOBEAEHHOrO JeyeHus, B Teye-
Hue 4 neT nocne neyeHus 6binKu NONYYEHbI CnepytoLue
JaHHble. MeanaTpuyeckne KOPOHKM, YCTAHOBNEHHbIE
y LaHHOro nauueHTa, NPOAEMOHCTPUPOBANU BbICOKUNA
YPOBEHb KJIMHUYECKONA 3DPEKTUBHOCTU U CTAabUIIbHO-
CTW: yCNELHbIii pe3ynbTaT 6b1n1 0TMeYeH B 89% cnyyvaes.
[aHHble pecTaBpaLum CoOXpaHAnn GYHKLMOHANbHYIO CO-
CTOATENbHOCTb U KJIMHUYECKYH YyCTOMYNBOCTbL BMOTb
40 ($U3MONOrnYeckoin CMeHbl BpPEMEHHbIX 3Yy60B Ha
MOCTOSIHHbIE KOMMO3WUTHbIE PECTaBpaLiu BPEMEHHbIX
MoNiApoB nokasanu adphekTuBHOCTb B 75% cnyyaes. 0a-
HaKo Npu JAUTENIbHOM HabNoAEeHUN YCTAHOBIIEHO, YTO
B 60% KAMHUYECKUX CUTYaL it yepes 5 neT nocne ycTa-

HOBKM JaHHble pecTaBpauuu TpeboBanu 3aMeHbl My
KOPPEKL MW B CBA3M C yTPaTO aHaTOMMYecKoii GpopMmbl,
HapywWeHWeM KpaeBoro npuneraHns Mbo CHUXeHeM
(GYHKLMOHANbHbIX XapaKTePUCTHK.

3akniovyeHne. AHanus KAMHWUYECKUX pe3ynbTaToB
neyeHnss JeTeld C aHKWUIO3MPYIOWMWMU NOPaXeHUsMM
BMCOYHO-HIKHEYENIOCTHOr0 cycTaBa Mokasas, uTo
BOCCTaHOBJ/IEHME KOPOHKOBOIi YacTH BPEMEHHbIX 3y60B
C NMPUMEHEHUEM MefuaTpUUYecKMX KOPOHOK SIBNSETCS
060CHOBaHHbIM W paLWoHaNbHbIM MeTOLOM CTOMATo-
NOTMYECKOW peabunuTaymm B YCIOBUAX BblpaXKeHHbIX
(GYHKLUMOHaNbHbIX OrpaHuyeHnii. icnonb3oBaHue npea-
BapuTeNbHO CHOPMUPOBAHHBIX CTaNbHbIX U LUPKOHUE-
BblX KOPOHOK MO3BONSAET CO34aTb CTaOMNbHYIO 3aWMUTY
TBEpPAbIX TKaHeii 3y6a, YTO 0COBEHHO BaXXHO NpW HepaB-
HOMEPHOM pacnpefeneHnn XeBaTesbHON Harpysku u
CHWXeHHOW aMnauTyge ABMXEHUN HUXHEW YesloCTu.
Meauatpuyeckne KOPOHKM AEMOHCTPUPYIOT BbICOKYIO
YCTOWYMBOCTb K (YHKLMOHANbHbIM WU MEXAaHUYECKUM
BO3/eiCTBMAM, COXPaHSAIOT aHaTOMUYECKY GopMYy W
OKKJ/1I03MOHHbI€ KOHTAKTbl Ha NPOTSAXEeHWU BCEro Nepuo-
Aa GYHKLMOHMPOBAHUSA BPEMEHHOTO 3y6a. HapéxHoCTb
GuKcaumm n HU3Kas YyBCTBUTENBHOCTb K BO3LENCTBUIO
(GakTopoB NosOCTM pTa 06ecneynBaloT AAUTENbHYH
KNMHMYECKYO COCTOATENbHOCTb pecTaBpauuil 6e3 He-
06X0AMMOCTH YaCTblX KOpPpeKLUmii. CylecTBEHHbIM npe-
WMYLLECTBOM [aHHOr0 MeToAa SIBNAETCS COKpaleHne
BpeMeHM CTOMATO/IOrMYEcKoro BMellaTesbcTBa, 4YTO
MMEEeT NPUHLUNNANbHOE 3HAYEHWE NPU NIeYeHN nauu-
€HTOB AETCKOro BO3pacTa C OrpaHUYEHHO BO3MOXHO-
CTbI0 ANIMTENbHOTO OTKpPbIBaHUs pTa. OAHOMOMEHTHOE
BOCCTaHOB/eHMe GOPMbl U QYHKLMWN BPEMEHHOrO 3y6a
C NOMOLLbI0 NeanaTpuyYecknx KOPOHOK cnocobcTByeT
NoALEPXaHWUI MeXaNbBeonsipHON BbICOTbl, HOpMUPO-
BaHUI KOPPEKTHbIX OKKJ/O3MOHHbIX B3aWMOOTHOLLE-
HUIA U CHUXEHWIO BEPOATHOCTU Pa3BUTUA BTOPUYHbIX
aedopmaumii 3y604entoCTHON CUCTEMbI, KOTOpble NpK
aHkunose BHYC umMeloT TeHAEHUMIO K BbICTPOMY Npo-
rpeccupoBaHuto. Kpome TOro, npuMeHeHMe KOPOHOK
CHMXaeT PUCK pasBMTUS PeLManBUPYIOLLErO Kapueca 1
OCNOXHEHHbIX GOPM NOpaXKeHNUsI BPEMEHHbIX 3y60B, YTO
MONOXUTENbHO OTpaXkaeTcs Ha 06L,eM CTOMaToNornye-
CKOM cTaTyce nauueHTta. B 1o xe Bpems ucnonb3osa-
HMEe KOMMNO3UTHbIX pecTaBpaLnii Npu BOCCTAHOBIEHMH
BPEMEHHbIX 3y60B y AeTel C aHKMN030M BUCOYHO-HUXK-
HEYenCTHOro CycTaBa MOXET paccMaTpuBaTbCca Kak
AONYCTUMBII BapuaHT JleyeHus Npu Onpeaen&HHbIX
KNMHUYECKNX YCNIOBUSX, B TOM YUCIIE MPU MEHbLUEN cTe-
NEHW paspywWweHns TBEpAbIX TKaHel 3y6a u BO3MOXHO-
CTW PerynspHoro ANCNaHCEepPHOro HabaeHNs.

JIYHU-MA3YPUHCKWE YTEHWUS. C6opHuk Teancos VIl Bcepoccniickoit Hay4Ho-NpakTUYeckoi KOHMEPEHLIN MONO/bIX YUEHbIX C MexXAYHApOAHbIM yyacTuem um. P.0. JlyHua n A.B. Masypuxa (2026 ) 21



FTEMOCTATUYECKASA TAKTUKA
NPU UHTUBUTOPHOW TEMO®UNTUN B
B 9KCTPEHHOW XUPYPT UM:
KNUHUYECKUN CNYYAN
Ca¢un A.P., laknpoea A.P., Xucamuera 9.9.

HayyHblii pyKoBOgHTEND:
LiaknpoBa A.P.

FAY3 IPKB M3 PT

BeegeHnue. Pa3BuTue uHru6butopa npu remodu-
nuu B — peakoe n TAXENOe OCNOXHEHUE, CYLEeCTBEH-
HO OCNOXHSAOLWEE XMPYPrMYECKOe NEYeHUe, 0COBEHHO
B 9KCTPEHHbIX cuTyauusx. CoBpeMeHHble peKOMeH-
jauun npegnonaraloT MNPUMEHEHUE LWYHTUPYHOLWMX
CPeAcTB — PEeKOMOUHAHTHOIO aKTMBUPOBAHHOTO dak-
Topa VII (rfFVIla) unn aHTUMHIMGUTOPHOTO KoarynsiHT-
Horo komnnekca (AUKK). OgHako peTanbHble MpOTO-
KOMbl MepuonepaumoHHOro BefeHUs U TaKTuKa npu
HeabheKTUBHOCTM CTaHLApTHOW Tepanuu OCTalTCA
ManounsyyeHHbIMU. TPUBOAMM KNMHUYECKWIA NpuMep
ycnewHoro NpMMeHeHUsl NOCNeA0BaTENbHOW KOMOUHHU-
poBaHHoii wyHTMpytowei Tepanum (MKLUT) y pe6éHka ¢
WHIMBUTOPHOI remounmeit B npu nonutpasme.

Knunnyeckuin cnyvail. MauymeHT 4 net: Hacneg-
CTBEHHbIA aeduuut daktopa X TAXKENOW cTeneHu
(1%), nurnéuTop Kk daktopy 9. C debpans 2023 roaa
nonyyan rfFVlla no Tpe6oBaHuUt0, KPOBOTEYEHMWIE He OT-
Meyanocho.

10.07.2025 — [TI, maccuBHbI# reMonepuToHeym,
MOBpeXJeHUe BHYTPEHHUX OpraHoB, Nepenom nneva,
TAXENas nocTremopparnyeckas aHemus. [lokasaHa
3KCTPEeHHasi nanapotomus. [ins obecrneyeHus remo-
cTasa npuMeHéH pexum: rFVila 90 mkr/kr B/B nepep
pa3pesoM, 50 MKI/Kr/4 — uH(y3us BO BpeMs onepawmm,
3atem 120 MKr/Kr kaxable 3 4. BbinonHeHa nanapoTo-
MUs, ywuBaHue fedekta Towen KULWKKU, OCTEOCUHTES
nneyeson KocTu, asakyuposaHo 1000 mn kposu. lemo-
CTa3 CTabUNbHbIA.

Ha 5-e cyTKn — peumamns kpoBoTeyeHus. [oBTopHas
nanapotomus, aakyauus 500 Mn KpoBuW, rematoma B
o6nacTu renatofyoAeHanbHON CBA3KM, NMPOBEAEH No-
KanbHbI reMocTas u apeHupoBaHue. B nocneonepauu-
OHHOM nepuoje No ApeHaxam OTMEYEHO KpOBSHUCTOE

OTAENsieMOE, YTO pacLieHeHO KaK HeapdeKTUBHOCTb
MoHoTepanuu rFVlla.

CornacHo nutepaTypHbiM faHHbiM, 10-20% nauu-
€HTOB C MHFMOGUTOPHOI reMopunueil He OTBEYAIOT Ha
OfMH WYHTUpYOWMA npenapart. [IpUHATO peleHune o
Havyane nocnefoBaTe/NbHON KOMGWUHWPOBAHHOMN LWYH-
Tupyloweit Tepanuu (MKLWT): rFVIla 120 mkr/kr 4 pasa
B cyTku + AUKK 25 ME/kr 2 pasa B cyTku. [emocras
CTabunuampoBasncs, Ho COXxpaHanach KuWeyHas Henpo-
X0oAMMOCTb. Ha 5-e cyTKM Tepanuu u3-3a NpU3HaKoB
uiwemunu ceneséHku no gaHHbiM KT npoBefeHa TpaHcdy-
315 CBEXE3aMOpOXeHHoi nnasmbl (C3M) 20 ma/kr/cyT.
Mepy npeanpunanu ssuay pucka 1BC cuHgpoma npu
COYETAHHOM NPUMEHEHUW LWYHTUPYIOLUX CPEepCTB.
B panbHeiiwem COCTOAHME YNYYWMIOCh: HENPOXOAM-
MOCTb paspelumniacb, KPOBOTEYEHUI He Habganoch.
MaumeHT BbINMCAH AOMOI Ha NPohMNaKTUYECKOM BBe-
peHuun rEVlla.

3aknioyenne. Cnyyal WANIOCTPUPYET CNOXHOCTK
XMPYPru4YecKoro BefEHWs NaLMeHTOB C WHruoéuTtop-
HoW remodunuen Bu orpaHUYeHHble BO3MOXHOCTU
MoHoTepanuu rFVila npu MaccUBHbIX KPOBOMOTEpSAX.
MpumeHeHne nocnefoBaTeNbHOW KOMOWHUPOBAHHOIA
WYHTUPYIOLLEli Tepanun No3BOMN0 J06UTLCA CTONKOTO
remocTasa v n36exarb NOBTOPHbIX KPOBOTEYEHMHA.

CoBpemeHHble pekomeHgaumum ISTH (2024) pekomeH-
pytoT rFVIla Kak 0CHOBHOIA npenapat npu MHTMBUTOPHOI
remodunuu B, ogHako He copepkat ykazaHui no MKLT.
Cuctematnyeckne faHHble o eé aGpHeKTUBHOCTU B IKC-
TPEHHO XUPYPruu e AUHUYHBI, OTMEYEHbl NNLWb OTAENb-
Hble Cnyyaun ycrnewHoro npUMeHeHus.

OTnenbHOro BHUMaHWUA 3aciyXuBaeT OTCYTCTBUE
aHadunakTonpHon peakunm Ha AMKK n C3My gaHHoro
nauueHTa, HeCMOTPSA Ha NPUCYTCTBUE B UX COCTaBe dak-
Topa IX. Mo MexayHapogHoMy KoHceHcycy (Hart et al.,
2022), npu aHadunakcun K dpakTopy IX pekomeHayetcs
usberatb npumeneHms AUKK, ogHako MexaHM3Mbl BO3-
MOXHOW TONEPAHTHOCTH K HU3KUM KOHLEeHTpauusam IX B
coCTaBe 3TUX CPeLCTB OCTAKOTCA HEU3YYEHHbIMU.

YcnelwHbii ucxon nofguyépkmBaet HE06X0AMMOCTb UH-
AMBUAYaNbHOrO, TMGKOro NoAXoAa U FOTOBHOCTHU K MO-
audukaunm TepaneBTUYECKOI CTPaTEruu Npu BeeHnu
60JIbHbIX C MHTMBUTOPHOI remodunmeii B B aKCTpeHHOIA
XUPYprum.
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KIIMHUYECKUNA CNYYAU
HAPKOJIENCUU Y NOAPOCTKA
TuxoHoBckuii 1.A., Bnaxueeckas T.0.

Hayunbiii pykoBoguTenn:
A.M.H., KoxxeBHukoBa 0.B.

OTAY «HMWU 3popoBbs fetei» Munaapasa Poccun

Beepenue. Hapkonencus — 3a6oneBaHue W3 rpyn-
Mbl TUNEPCOMHMIA, XapaKTepusylolleecs 3NU30AaMM
ype3MepHOii AHEBHOI COHNTMBOCTH, @ TAKXKE HaNUYueM
TUMHArorMYecKMX/TUMHONOMNMYECKUX FannioLuHaLnii,
COHHOrO napanuya, HapyWeHWsIMM HOYHOTO CHa U KaTa-
nnekcuen (xapakTepHo ANs Hapkonencuu | Tuna), npu
UCKJTIOYEHUU APYTUX MPUYMH, TPUBOASALUNX K AHEBHOIA
COHIMBOCTYU (HanNpuUMep, HapyLIEHUi TUTUEeHbI CHa, pac-
CTPOWCTB AbIXaHWUsi BO CHe W Apyrux). PasHoobpasue
NPUYMH LHEBHOI COHNMBOCTU, @ TaKXe HU3Kas OCBe-
LOMJ/IEHHOCTb Bpayeil 0 HapyleHWsIX CHa NPUBOASAT K
HECBOEBPEMEHHOW NOCTaHOBKE ANAarHo3a U MHULMaLuu
Tepanuu.

Knunuyeckuit cnyvaii. Manbunk M., oT 2 6epemen-
HOCTH, 2 CPOYHBIX pOAOB. Poc 1 pa3BKUBasCca B COOTBET-
CTBWM C BO3pPacTOM. HacneaCcTBEHHOCTb OTAroLEHa N0
KapAWuanbHOI NaToNornu: cTapwas cectpa onepupoBa-
Ha no noBoAy AedekTa MeXnpesCcepLHON NeperoposKu
(OMMM). Manbuuk HabnogaeTcs y Kapavosnora no no-
oy AMIMM, dyHKUNOHMPYIOLLEr0 0BAIbHOTO OKHA.

B 10 ner, co cnoB poauTeneii, nocne CTpeccoBoii Cu-
Tyauun NOsIBUANCH Xanobbl Ha JHEBHYIO COHNUBOCTD,
MOBbILIEHHYO YyTOM/IAEMOCTb, SMOLMOHAbHYHO Nabuib-
HOCTb. 1o pesynbTaTtaM KOHCYNbTaLuu HeBpoOnora ycra-
HOBNIEHO TEYeHMe aCTEHOHEBPOTUYECKOro CUHApOMA
no BaroToHMYeckomy Tuny. JTabopaTopHO B 06LEKNU-
HWYECKOM W BMOXMMMUYECKOM aHanu3e KpoBu — 6e3 3Ha-
YMMbIX OTK/IOHeHWii 0T pedepeHca. Ypoeuu TTI, T3, T4
B npeaenax pedepeHcHbix 3HayeHuid. Ha 9KI: peskas
cuHycoBas aputmusa ¢ YCC 48-80 ya/MuUH, O4MHOYHbIE
HaJ)Keny[oYKoBble 3KCTPACcUCTONbI, HenonHas 6noka-
Ja npaBoi HOXKM nyuyka lmca. Ha 9xoKI: nonoctu cepg-
Lla He pacLlwmpeHbl, COKpaTUTeNbHasA U fuacTonnyeckas
(GYHKLMSA XEeNyLOYKOB HE HapYLWeHbl; UCTOHYEHME, Bbl-
nAYNBaHME MeXNpecepAHON Neperopoaku B CTOPOHY
npaBoro npepacepaus, LWenesuaHOe OTKPbITOE OBafib-
HOe OKHO, neBO-npaeblit c6poc Ao 2 MM. Mo pesynbTa-
TaM MPT ronoBHOro Mo3ra laHHblX 3@ MaToNoOrnyeckune
M3MEHEHMA CTPYKTYp FOJOBHOrO MO3ra He MOJIy4yeHo.

WHuuumpoeaHa MeTabonuyeckas Tepanus (L-KapHUTHH,
y6UIeKapeHOH, MnLMH) — 6e3 CylecTBEHHOro sbdek-
Ta. Yepes 1 mecsl pe6eHOK nepeHec anu3oj poTaBu-
PYCHON MHGEKLMUM C HEKOTOPbIM YCUJIEHUEM AHEBHOM
COH/IUBOCTH.

B ouMHaMuKe yepes 2 MmecAua anU30Abl AHEBHON COH-
NINBOCTU CTanu BO3HWUKATb €XeJHEBHO, B KONYecTBe
0T 1 10 3 3NM30[08B B AieHb, NPOAOIKUTENbHOCTbH OKO-
no 1yaca. CoH cTan npepbiBUCTbIM U3-3a YaCTbIX 3MN30-
AOB HOYHbIX Mpo6yxaeHuii (NpeanonoXnTeNbHO M3-3a
HOYHbIX KOLIMApOB, HeNb35 UCKJIOYUTb U TUMHArormye-
ckue rannwoumHaymm). Kpome Toro, 0TMEYanucb mep-
NNTENbHOCTb Peyn u MblwneHus. o pesynbraTtam KoH-
CynbTauunm COMHOMOra, y4uTbiBas BbllEU3N0XEHHbIE
Xanobol, AnddepeHunanbHblii fuarHo3 npoBoauIcs B
rpynne 3aboneBaHuii, CONPOBOXAAKOLMXCA TUNEPCOo-
MHuel. B cBA3KM ¢ yeM pebeHKy NMoKa3aHOo NPOBefEeHNe
nonucomuorpadum (MCr) ¢ BKNOYEHNEM MHOXECTBEH-
HOTO TeCTa NaTeHTHOCTYH cHa (MTJIC).

Mo pesynbtatam MCI cOH yMepeHHO parMeHTUpO-
BaH 3a CYeT 3NU30[0B MOMHbIX U MapuuanbHbIX Npo-
OyXAeHUA. B CTPyKType CHa OTMevaeTcsi HeKoTopoe
yBennyenune npepcrasneHHocT REM-cHa. [laHHbix 3a
KMHWYECKM 3HAYUMble pacCTpoiiCTBA AblXaHMA U Hapy-
WeHUs ABUXEHUA BO CHe He nonyyeHo. Mo pesynbratam
MTJIC cpefHAs NaTEHTHOCTb KO CHY cocTaBuna 3,9 mu-
HYT (HopMa > 10 MUHYT) — NpU3HAK TUMEPCOMHUN. Kpo-
Me TOro, B 5 3 5 NnpoBeAeHHbIX TECTOB NaTeHUMA K pase
REM-cHa okasanacb < 15 MUHYT OT Hayana 3acbinaHus
(3aperucTpupoBanbl anuzoabl SOREM — sleep onset
REM period) — nonurpaduyeckne npuaHaku Hapko-
nencuu. CornacHo kputepusam MexayHapofHoOM knac-
cuduKalum paccTpoicTB cHa 3 nepecMoTpa C yY4eTom
)Xano6 nonyyeHHble faHHble COOTBETCTBYIOT fMarHo3y
«Hapkosiencusay». ng ganbHenwero yToYHEHUs gnarHo-
3a peKOMeHA0BaHO OnpefefieHne YpoBHA TMNOKpPeTH-
Ha-1 B IMKBOPE, KOHCYNbTaLUA COMHOMOra U reHeTHKa.

3aknioueHue. INn304bl BbIpaXXeHHOW| AHEBHON COH-
NINBOCTU MOTYT CBUAETENbCTBOBATL O HaNnyun 3abone-
BaHMA U3 rpynnbl TMNepCoOMHUR, yXYALLAKOLWKUX Ka4yecTBO
XWU3HU W NPUBOAAWMUX K UHBanuAusauuum. lNpu atom
BaXHO WUCKNKOYaTb anbTepHaTUBHbIE MPUYUHbI AHEB-
HOV COHNMBOCTH, B CBAA3M C YEM HEOOXOAMMA OCBEIOM-
NEHHOCTb Bpayeil 0 HapylleHUAX CHa Ans NpaBuibHOIA
MapLIpyTM3aLun naLMeHToB.
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IXOINPAOUYECKAA AUATHOCTUKA
BbICOKOW KMLLEYHOW
HEMPOXOAUMOCTHU Y ﬂ,ETEVI
Wykiopny H.A.

HayyHblii pyKoBOgHTEND:

K.M.H., goyeHT lankuHa A.A.

'bY3 «Mopo3sosckas Kb A3M»

BeefieHne. Bbicokas KUWeEYHas HEMPOXOAUMOCTb Y
AeTeil paHHero Bo3pacra ABNeTCsA 0AHOIi U3 Hanbonee
CNOXHbIX ANArHOCTUYECKNX NPO6eM B ieTCKOI Xupyp-
run. KnuHn4yeckne nposiBNEHNUs MOTYT 6bITb Hecnewuu-
duyHbIMK, @ ynbTpasBykoBas KapTUHA BapuabenbHOM,
YTO 3aTPYAHSET CBOEBPEMEHHYK BepudMKaLuio Aua-
rHo3a. Oco6blii MHTEpec NpeacTaBAAOT PeAKUe cove-
TaHHble GOPMbl NaTONOrMK, NPU KOTOPbIX CTaHAAPTHbIE
axorpauueckne KpuTepun okasbiBaloTcs HeL0CTaTOY-
HbIMMU.

KnuHnuyeckuit cnyyail. Manbumk 15 CyTOK XW3HM No-
CTYNWUA B NPUEMHOE OTAENEHMNE C )KanobaMu Ha 06Ub-
Hble cpbiruBaHus «boHTaHOM», NOTEpPI Macchl Tena
U HenoJsiHoe yCBOeHMe KopmiieHus. B TeyeHune 4 cyTok
O0TMeyanocb MporpeccMpoBaHne CUMNTOMOB, 3MM30[
CpbIrMBaHMSA C NPOXWUNKaMM CTapoii KpoBu. Macca Tena
npu nocTynneHun coctaeuna 3512 r (noteps 208 r o1
MaccCbl NN POXAeHUK).

Mpu nNepBUYHOM YNbTPA3BYKOBOM MCCIef0BaHUM
OpraHoB GPIOLWHOM NONOCTM pasMepbl MpuBpaTHUKA
He NpeBbllan HOPMATMBHbLIX 3HAYEHWH, NpU 3TOM
LOCTOBEPHbIA Maccax XenyAoYHOro COAEepPXUMOro B
ABEHaALaTUNEPCTHYIO KUILKY He BU3yanusupoBasncs. B
AWHaMKUKe NpU NMOBTOPHbIX 3Xorpaduyeckux Uccneao-
BaHMsAX OTMevanuchb AndodysHble MSMeHeHUs npuBpart-

HUMKa, OTCYTCTBME CTabUIIbHOMO Maccaxa, 0jHaKo Knac-
CUYECKME YNbTPA3BYKOBbIE KPUTEPUWU BPOXAEHHOIO
runepTpoduyecKoro NUIOPOCTEHO3a HE JOCTUTANMN AN-
arHOCTUYECKMX 3HAYEHWIi, YTO 3aTPYAHANO MHTEpnpe-
TalMio pe3ynbTaTos.

B cBfA3K C coxpaHstowWweircs KNMHNYECKON CUMNTOMa-
TUKOW BbINONHEHa 330)aroracTpoAyoAEHOCKONMSA, Npu
KOTOPON BbIABNEHO LWENEeBUAHOE CYXeHue npuspat-
HWKa, HEeMpoxoAauMoe ANA 3HAOCKOMA, YTO NO3BOANUMO
3anof03pnUTb NUIOpoCcTeHo3. PebEHKY BbIMONHEHA Nna-
napocKonuyeckas NUIOPOMUOTOMUSA, OAHAKO B nocne-
ONepaLMoHHOM Nepuofe COXPaHANUCb CpbIrMBaHUA.
Mpy NOBTOPHOM XWUPYPruYyeCcKOM BMeLlaTebCTBE U Bbl-
MoMHeHNNU nunoponnacTuku no leitHeke-Mukynuuy mH-
TpaonepaLuoHHO BbiSIBNEHa MeMOpaHa NUIOPUYECKOTO
oTpena, kotopas 6biia ucceyera. lMocne onepauum nac-
CaX BOCCTAHOBMIICA, 3HTepanbHOE NUTaHWe ycBauBa-
N0Cb B NOSHOM 06bEME.

3aknioyeHune. [laHHbIA KIIMHUYECKWIA CNyYail AeMOH-
CTpUpYeT 0COGEHHOCTM 3xorpaduyeckoil OLEHKMU Bbl-
COKOM KMWWEYHOW HENPOXOAUMOCTU Y HOBOPOXAEHHbIX
npu peAKoOM cOoYeTaHUM BPOXAEHHOTO runepTpoduye-
CKOro nMNopocTeHosa C Mem6paHoii NUIOPUYECKOro
oTaena. Ha paHHeM aTane ynbTpasByKoBas KapTUHa He
HOCUNAa TUNWUYHbIX NPU3HAKOB MUJIOPOCTEHO3a, OfHAKO
npu LUHAMWYECKOM HabNIOAEHUN 1 C YYETOM KNIMHUYE-
CKUX AlaHHbIX, @ TaKXXe pesynbTaToB IHLOCKONUYECKOro
W XMpYpruyeckoro obcrnefoBaHus, auarHos 6bin nog-
TBEPXAEH. [lpeAcTaBneHHbIN cnyyail nojyépkuBaet
3HAYUMOCTb ANHAMUYECKOrO YyNbTPa3BYKOBOro KOHTPO-
NA U KOMMNAEKCHOW KNUHWUKO-UHCTPYMEHTasIbHOMN OLeH-
KW Npu BeEHUN NaunUeHToB C NOAO3PEHMEM Ha BbICO-
KYH KULLEYHYHO HEMPOXOAUMOCTb.
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KIIMHUYECKOE HABJIIOAEHUE
TPEX CIYHAEB CUHAPOMA BAPTA
B PACLUMPEHHOW CEMbE
IOnycosa W.I., CaBurosa H.A.

HayyHblii pykoBoguTenb:
A-M.H., npogeccop bacapruxa E.H.

O®IAQY BO Mepsbid MITMY um. .M. CeyeHoBa
MuH3aapaBa Poccun (CeyeHoBCKMIA YHUBEPCUTET),
OrAY «<HMUL| 3nopoBbs aeteit» MuHaapasa Poccuu

Beepgenue. Cungpom baprta (CB) — ato pepnkoe,
X-cLensieHHoe peLeccuBHoe 3a6oNieBaHNUE C YacToToil
BcTpeyaemoct 1:300 000 yenoBek, 06ycNOBNEHHOE
MmyTauuamu B reHe TAZ. Knaccuyeckoil KNUHUYECKOIA
Tpuapgoii Cb sBnsetca HeMTponeHus, KapanomuonaTus
C HEKOMMAKTHbIM MUOKapPAOM W AUCTaNIbHAsA CKeNeTHas
muonaTus.

Knunuyeckuit cnyvaii. Manbuuk M., oT 1 6epeMeHHo-
CTW, NpOTeKaBlUel Ha (oHe KaHAWAO03HOIo KONbNuUTa B
1 TpumecTpe, CUHAPOMA 3a4ePXKN pasBUTMA Naoja BO
2 TpumecTpe. Macca npu poxaeHum 2570 r, APGAR 7/8
6anno.. MNocne poXJAeHUs COCTOSIHME pacLieHMBanochb
KaK Taxenoe: TaxunHos fo 50/MUH, CUMNTOMbI yrHeTe-
HWA LEHTPanbHOW HEPBHOM CUCTEMbI, NPUTNYLIEHHE TO-
HoB cepgua, YCC 146 ya/muH, renatomeranus +2,5 cm.
Ha axokapguorpadum (9xoKl) BbisiBNeHa aunatauus
NeBblX OTAENOB cepAua, CUMMeTpuyHas runeptpotus
MuokapAa neeoro xenypovka (JK) (6-6,2 mm), cHuxe-
Hue dpakuuu Boibpoca (OB) fo 45%. Bblnu UCKOYEHDI
BPOX/EHHbIe MOPOKU cepaua. lns aanbHeiilwero o6ene-
[OBaHUS U NIeYEHNUsI MaNb4nK Obl1 FOCMUTANN3UPOBaAH B
Kapauonoruyeckoe otaeneHune ®ray «<HMUL, 3gopoBbs
neteil» Munsgpaea Poccuu, nabopaTopHo OTMeYeHa
HeliTponeHus (0,32x10°/n), Bbicokuit ypoBeHb NTproBNP
(32402 nr/mn). Mo 9xoKl — gunartaums nesbix 0TAEN0B
cepiua, KOHeYHbIn guactonuyeckuin pasmep JIXK 6,16
Z-score, cHuxeHne ®B po 17% no CumncoHy, HepocTa-
TOYHOCTb aTPMOBEHTPUKYNAPHBIX KNanaHoB 2 CTEMNEHH,
NnpMU3HaKu HekoMnakTHOro Muokapga JIX. Mopgo6paHa
Tepanusi XpPOHMYECKOW CepAeyHON HefoCTaTO4YHOCTH
(XCH) B cOOTBETCTBMM C KJIMHUYECKUMU PEKOMEHAa-
unamun. YuutbiBasg HeUTPOMEHUID, KapauoMuonaTuio,
MbILIEYHYIO TUMOTOHWIO ¥ Manbynka, 6bin 3anoA03peH
cuHapom bapta. MeTogom NpsAMOro aBToMaTU4yeckoro
cekBeHMpoBaHUA uccnepoBaH red TAZ, BbiiBNeHa je-
neuns c.208del B reMnsuroTHOM COCTOSIHMMW, KOTOpas

paHee He 6bina onucaHa. B 7 mecsueB pe6eHoK 6bin
rocnuTanusmMpoBaH MNOBTOPHO, OTMEYEHO CHUXEHMe
ypoBHA NTproBNP po 17470 nr/mn, ogHako no 9xoKI
BbIIBJIeHAa OTpULATeNlbHAas [AWHaAMMKA — Aunartauus
neBoro npeacepaua po 6,6 Z-score, JIX po 7,83 Z-score,
He0CTaTOYHOCTb MUTPAIbHOrO KjanaHa 4 cTeneHwm,
neroyHas runepTeHsns. Ha poHe MHTEPKYPPEHTHOW UH-
(bekuum pebeHok norué B 8 mecsLes.

PogHas cecTpa maTepu npo6aHaa poauna Manbyu-
Ka, KOTOpblii 6bin 06CNeA0BaH B CBA3M C OTATOLEHHbIM
CeMeliHbIM aHaMHe30M. B 2 mecsaua no 3xoKIl BbisBne-
Ha gunatauua JIXK. BnepBble rocnutanusmpoBasnca B
Kapauonoruyeckoe otaenenune Oray «HMUL, 3gopoBbs
aeteii» MuHsgpaea Poccuu B 7 MecsileB, nabopaTopHo
HeiTponenus (0,34x10%/n), Bbicokuii ypoBeHb NTproBNP
(2925 nr/mn), no 3xoKr aunataums JIXK, cHuxeHue OB
po 40%, npu3HakM HeKoMNakTHOro Muokappga. WHu-
uunposaHa Tepanua XCH. Manbuuk KOHCYNbTUpPOBaH
reHeTUKoM, 6bin uccnepoBsaH ak3oH 02 reHa TAZ, Bbl-
ABJIEH aHaNOrMYHbIA HYKNEOTULHbIA BapuaHT, 4To U 'y
norubwero aBoopoaHoro 6parta. Yepes 4 rofa B cembe
poauncs ewe OAWH Manbyuk, NpU NJIaHOBOM OCMOTpe
B 1 MecAy Ha 3xoKI BbisiBAEHbI MPU3HAKNM HEKOMNAKT-
HOro Muokappa, gunatauusa nonoctu JIXK, cHuXeHue
®B go 50-56%, ymepeHHasa HeJOCTaTOYHOCTb MUTpPab-
HOro KnanaHa. B 2 mecsua rocnutanusmpoBaH B rAy
«HMUU 3popoBba peTteit» MuHsapasa Poccun, B xofe
rocnuTanusauumM guarHos cuHppom bapta noprBepx-
AEeH MONeKYNAPHO-TeHETUYECKH.

B HacTosilwee Bpems [BOe ABOIOPOAHbIX GpaTbeB
npo6aHAa NPOAOMXKAKT AMHAMUYECcKOe HabnwgeHue
B ®rAY «HMMWL, 3popoBbsi peteit» MuHsapaea Poccum,
Ha poHe Tepanuu XCH nonocTu cepAaLa He paclimnpeHbl,
COXPaHAKTCA NpPU3HAKW HEKOMMNAKTHOro MWOKapAaa,
(Gpakuusa Boibpoca JIXK yaoBneTBopuTenbHas, ypoBeHb
NTproBNP okono 500 nr/mn y o6oux geTeii. B cBsisn ¢
coxpaHstolleiica HelTponeHueir MeHee 1x10%/n peko-
MeH[0BaHa KOHCYNbTaLus remaTonora-uMmyHosora B
«HMWUL, ArOW um. AmuTpus Porayesan.

3aknioueHne. [laHHbIA KNMHMYECKWA npumep Ae-
MOHCTPUPYET BaXXHOCTb c60pa CeMetHOro aHaMHe3a W
reHeTMyeckon BepudukaLmum guarHosa npu Kapauomu-
onatuax. Pe6eHok ¢ Cb n3HayanbHO MOXeT 0Ka3aTbCs
B none 3peHUs He TONbKO KapAKnonora, Ho U nejuarpa,
Mo3ToOMy MH(MOPMUPOBAHHOCTbL CMELMANUCTOB O faH-
HO HO30NOrUN KpaitHe BaXHa.
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