POCCMINCKUI HALMOHAMbHbBIN
nuccnenoBaTenbCKUi MeAULMHCKUN

yHuBepcutet umenu H.U. NMuporosa
MwuH3pgpaBa Poccun

Kadenpa nponeaeBTuku CTyAeHUYECKUIN HaYUYHbIN KPYXXOK
AETCKUX 6onesHen kadeppbl NponeaeBTUKN JETCKUX
neamaTpmyeckoro 6onesHen neguaTpUYEcKoro

thakynbTeTa thakynbTeTa

MaTepuanbl

X BcepoccMmnckom Hay4Ho-npaKTnyeckou
CTyAEHYECKON KOH(IepeHLUNN

MA3YPUHCKUE YTEHUA

AHJPEV BTAAMMKUPOBUY MA3YPUH

MockBa
2020



®rAOY BO PHUMY UM. H.W. MAPOrOBA M3 PO
KAGDEAPA NPONEAEBTUKN AETCKNX BONE3HEN Nd
CTYAEHUYECKNI HAYUHDI KPY)XXOK

MaTtepuanbl

X BCepoCcCMCKOM HayuHO-NPaKTUYEeCKou
CTYA€HUECKOMN KOH(hepeHLun

MA3YPUHCKUE
UYTERIA

MockBa
2020



Ma3ypuHCKMe uTeHus.

Matepuanbl X BCepoCCUiCKON HAy4HO-MPAKTUUYECKON CTyaeHUYeckon KoHdepeHuun (2020 r.) /konnexktus
aBTopoB (nog pemakuuein K.M.H. /1.E. TapuHoi n a.m.H. A.b. Monceesa). — M.: PHUMY um. H.. Nuporos.a,
2020.— 52 c.

B u3maHun npepcraBneHbl matepuansl X (2020 r.) BcepoCCniicko HayuHO-NPAKTUUECKOW CTyAeHUYeCcKon
KOH(hepeHLuun.

CoxpaHeHa CTUANCTMKA, opdorpadms U NyHKTyaLus aBTOPOB.

© Npes: Moncees A.b., lapuHa /1.E., 2011-2020

© TeKcT: KONNeKTMB aBTOPOB, 2020



COAEPXXAHUE
MAHU®ECTALUA LUTOMEFA/IOBUPYCHOM MHOEKLUN Y PEBEHKA PAHHEIO BO3PACTA: KNUMHUYECKUN

CTIVUAI . ..o e eeseeees s es s es e es st s sttt ettt et et et 5
Jeptowesa A.lO.
KNUHWYECKUIA CTYYAIA PAHHEN ANATHOCTUKN CUHAPOMA MPAJEPA-BUMMN ... 6

A.M. Anues, [0.A.Cugoposa
ANATHOCTUKA HOBOI ®OPMbI AYTOBOCMA/TUTENBbHOIO CUHAPOMA: STING-ACCOLIMNPOBAHHDbIA

BACKYIIUT (CUHIPOM SAVI)......ooooeeoeeeeeoeeoeeeeeeeeeeeeeeee oo eee e eee e eee e ee s ees e eee e eee e 7
ABepnoBa Afl.

KNUHWYECKUIA CNTYYAIA BNEPBbIE JUATHOCTUPOBAHHOM TAXENON NANONATUYECKON
TPOMBOLUMVTONEHUYECKOW MYPMYPBI Y MALMEHTA 12 JTET oo 8
BopoBa A.B.

PEAKUIA CNYYA BOCNANEHWNSA AEBEPTUKY/IA MEKKENSI Y HOBOPOXAEHHOIO PEBEHKA ... 10

BonaHiok E.B.
KMUHWYECKUIA CNYYAI CUHAPOMA BPOXXAEHHOM LEEHTPANIbHOI MMOBEHTUASALIAN,

JAUATHOCTUPOBAHHOIO Y PEBEHKA B HEOHATAJTBHOM MEPUOLE................ooooeeeeeeeeeeeeeeeeeeeeee e 1
KoccoBa A.A.

KMUHWUYECKUIA CNYYAN HECOBEPLUEHHOTO OCTEOTEHESA ..o seessesesessessssesssseee 12
Jlenncosa A.A., lsopoBkuH H.B., CobonenkoBa B.C., ®egopos C.10.

KNUHWYECKUIA CYYAN CUHAPOMA JIE MOPCDE ........ooooooooooeoeeeeeeeeeeeee oo 13
fynuesa C.M,, lentoxuHa A.O.

KNMUHWYECKUIA CNYYAN PEBEHKA C KNACCUYECKON TOMOLMCTUHYPUEN. ..o 14
Oununnosa A.A.

KNUHWYECKUIA CNYYAI FTEMATONMYIBMOHANBHOIO CUHIAPOMA .......ooo oo 16
KanpaHnosa M.C.

KNUHWYECKUIA CNYYAIA TYBEPKYNE3A MHOXKECTBEHHbBIX NOKANMN3ALUMIAY AETEM ... 17
Mywnna 3.A, Y3yH A.C.

CUHIAPOM KOCTEJUTO ...ttt ses e ees e ses s ee s se e ses s seseeses e eeseeseere 18
ManyuapsH M.B., AnasepasH 0.0., MansH A.C., N6parumosa [.H., Kogxaesa A.P.

KNMUHWYECKUIA CNYYAN MUTOXOHAPWANBHOM TEMATOMATUM ... sesese s sesseseee 19
Mukosckas A.A., bnuraHos M.U.

BCEIAA N1 ®APMAKOPE3WUCTEHTHAA SNUNENCUA MPOCTO IMUNENCUA? ... 20
HuknTckas A.C., Mutpodharosa B.1., Bepewak .M.

BPOXXAEHHAA ANCOVYHKLNA KOPbI HALMOUEUYHUKOB ...t s see 21
TpudoHoBsa E.N

KNUHWYECKUIA MPUMEP: CUHAPOM ITI0KO30-TANTAKTO3HON MANBABCOPBLUMN.............ooooeoe 22
MewaHunHoBa H.B., boHgapeHko [.A., Matuesa [1.B.

NO3AHAS! ANATHOCTUKA BPOXKAEHHON TPOMBOMUIMUM. ... 23
boraueBa B.M., A6auneBa K.E.

KNUHWYECKUIA CNYYAN SMBOMUUN AMHUOTUYECKON MUAKOCTBIO ..o 25

KoctoeBa P.M., bazanun O.A.

I/IH(DEKLI,I/IOHHbI_I7I JHAOKAPOUT TPI/IKVCI'II/ID,AanO_FO KNANAHA KAK OCNOXHEHWUE ABYCTOPOHHEN
DECTPYKTUBHOW MHEBMOHUWN CTAOUNTOKOKKOBOU ATUONIOTUIN............ooooeeeeeeeeeeeee e 28
NMonoga A.M., Munéxnta M.10., bpbisranuHa C.10., Kapnukosa K.b.

KNUHWYECKWIA CNYYAIA BEAEHNS NO3AHEMO HEAJOHOLEHHOIO HOBOPOXXIEHHOTO B YC/IOBUSAAX
BTOPOIO 3TAINA BBIXAXKUBAHUIS...............oooo ettt eesi st sess sttt 29
AnasepasH 0.0., ManyuapsH M.B., M6parumosa [.H., Kogxaesa A.P.

Kﬂl/lHI/IHECKI/II?I CﬂyllAVI TEYEHUA OCTPOFO_I'EMATOFEH HOIo0 METAONU3APHOIO OCTEOMUENUTA
MPABOU NNEYEBOU KOCTU 1 BPOXXAEHHOW MHEBMOHWUW AOHOLUEHHOIO Y HOBOPOXAEHHOIO............... 30
Kypakuna A.O., AnasepasH 0.0., ManyuapsH M.B.



AHLl,A-ACCOLl,I/IVIPOBAHHbII7I BACKYTINIT ..ottt 32
Noxsallesa [M.10., TuxoHoBcKum MN.A.

OKK/NIO3UOHHBIN APTEPUA/IbHBIN TPOMBO3, PA3BUBLLUIACA NOC/E ONEPALMK MO NOBOAY

BPOXXAEHHOIO MOPOKA CEPALA Y TPYAHOTO PEBEHKA ...........oooooooeoeoeeeeeeeeeeeeeeeeeeeee oo 33
Na3apesa M.C., bawapuHa T.C.

KNWHWYECKUIA CNYYA GYNbMUHAHTHON ®OPMbl MEHUTOKOKKOBOW UHMEKLNN. ... 34
Hanko T.B.

KNWHWYECKUIA CNYYAI KONXULMH-PE3UCTEHTHOW CEMENHON CPEAN3EMHOMOPCKOW NMUXOPALKM......35

NywHukosa E.10.
KNUHWYECKUIA CNYYAI NALIMEHTA C BOMTE3HBIO IPATEMMA-YECTEPA C U30/TMPOBAHHbIM

MOPAXKEHUEM TONTOBHOTO MOBTA .............oooeeeeeeeise st ssssss st st ssss s s s sssssas 36
PycckuH B.O., TypunHer, A.M.
AYTOUMMYHHbIA TNMMOONPOTNMDEPATUBHDBIN CUHIPOM ... seeessess e 37

[lo6poTok A.B., PycakoBa B.A.
KNUHWYECKUIA CNYYAl DOKANBHON INUAENCUAN Y MALUWEHTA C MTOPOKAMW PA3BUTNA TONOBHOIO

Ananumosa H.C.
KNUHWYECKUIA CNYYAIA DATA/IBHON GAMUTbHON BECCOHHMLbI Y MALMEHTKU C MAHUDECTALMEI

KNMNHNYECKUX CUMIITOMOB B IO JIET .............ooooeeeeeeeeeeeeeeee e sss s 39
Aganumosa H.C.
®OYNbMUHAHTHAS MYPMYPA Y PEBEHKA C MEHUHTOKOKLEMUEN .........ooooo e 40

fop6eHko T. M.

MAHCUHYCUT U TPOMBO3 COCYAOB IrosioBbl 1 LLEN KAK OCNTOXXHEHIA CAXAPHOIO ANABETA
TTUMAY TIOLPOCTHKA ...ttt se st s s es s s s e sasssess s ss s seseeseaesen 41
[lo6poHpasosa E.[., locTioxnHa AL, Pa6osa A.M., Cac [1.C., Typbirux C.B.

KNUHWYECKUIA CNYYAIN MAPOKCU3MA/IbHON GOPMbI GUBPUANALNN NPEACEPAUN,

NAPOKCWU3MA/TbHOW XKENYA0UYKOBOW TAXUKAPANN Y PEBEHKA C MHOXXECTBEHHOMN

COMYTCTBYKOLUUEN MATOMOTMIEN ..o seee e eee e 43
3aBapkuHa AA.

OCTPbI MUENTUT UHOEKLIMOHHOW 3TUONOTMN KAK MPUYNHA CUHAPOMA

OCTPOIO BANOIO MAPA/TNYA B AIETCKOM BO3BPACTE..............ccoomiiiiirrieeeeieeeeseieseeseeessse s sssssessssss s sessssss s ssss s 44
OmenbueHko C.B., TypuuHer A.M., PycckuH B.O.
BTOPWYHbIN LIUPPO3 MEYEHU HA ®OHE BUTNAPHOI ATPE3UWN Y 3-X MECAAYHOTO PEBEHKA .................... 46

bpbisranuHa C.10., MunéxuHa M.10., Monosa A.M., Kapnukosa K.b.

KNMUHWYECKUIA CNYYAIA TSDKENOrO TEYEHWUSA HEKOMMAKTHOTO MUOKAPIA IEBOTO YXENYAOUKA
VPEBEHKA TTOLA ......ooooeeeeeeee e ss e ssa s eesse s e snenees 46
Kapnukosa K.b., Munéxuna M.10., bpbisranuxa C.10., Monosa A.M.

PAHHAA ANATHOCTUKA ANACTEMATOMWENNIA B COYETAHUI C MHOXXECTBEHHBIMU MOPOKAMN

PA3BUTUSA Y HOBOPOXKAEHHOTO PEBEHKA .................ooooooeeeeeeeeeeee et 48
Eropckas AT, KpusguHa H.B., Eropckas J1.E., LibiraHoBa 0.A.

CUHLPOM MCAKEHA ...........oooeeeeeeeeeeeee ettt et e s s s ss e ss s sssasesasesnsseas 48
focttoxnHa A.[., Cac [1.C., lo6poHpaBosa E.[.

MOPAXEHWE KOCTHON CUCTEMbI B DEBIOTE BPO)K.EIi-fHHOI'O CNOWUNNCA. TPYAHOCTU ANATHOCTUKM........ 50
Waxrunbasax N.0., CmupHoBsa J1.A.

HACHE,U,CTBEHHbIVI DEONUNT GAKTOPA CBEPTbIBAHUA - TMNOMUBPUHOTEHEMUS .................co. 51
lfonosko E.[.

CAHAPOM MLIEHKO-KYLLUVIHTA ...t ees s s s es e ss s ss e sesesesesss s ss s sssasesesssnees 51

MapbuHa O.U.



MAHUDECTALNSA LLUTOMEFANOBUPYCHOMN
WHOEKLN Y PEBEHKA PAHHETO
BO3PACTA: KTUHUYECKUIA C/TYUAI
Jleptowesa A.l10.

HayuHbiii pykoeodumenb: lepmakoea AHHA
BnadumupoeHa, K.M.H., doyeHm

Kachenpa fetckux MHDEKLNOHHbIX 60ne3Hen
MepMCcKUA rocyaapCTBEHHbIN MeauLMHCKAY
YHMBEpCUTeT nmeHn ak. E.A. BarHepa

LiutomeranosupycHaa uHdekums (LMBU) nosce-
MECTHO pacnpocTpaHeHa cpeaun AEeTCKOro HaceneHus,
CEepono3NTMBHOCTb B Pa3HbIX BO3PACTHbIX rpynnax
coctaBnsaet oT 20% A0 60% [1]. LinTomeranosupycHas
60ne3Hb OTNNYAETCA MHOroobpasnem KAUHUYECKUX
MPOABNEHNI OT 6ECCMMNTOMHOIO TEUEHUS [0 THKENbIX
reHepann3oBaHHbIX OPM C MOPAKEHNEM BHYTPEH-
HUX opraHoB u UHC y nuu, ¢ ummyHogeduLnTom n npu
BHYTPUYTPOBHOM mopaxeHun nnoaa [2]. Huke npea-
CTaBAEM KAMHWYECKUA Cyyal pasBUTMS LUTOMeEra-
NOBUPYCHOW 60Ne3HN Ha PoHe MMMYyHOAE(DULUTHOTO
COCTOSIHUS.

AHaMHe3 XU3HU: pebeHOK 4 Mec., oT 5 6epemeH-
HocTu (3 meTei — 3m0poBbl, 1 M/a), NpoTeKaBwen Ha
(hoHe OTArOWEHHOIo TMHEKONOTNYECKOro aHamHe-
3@ — XPOHUYECKUN IHAOMETPUT, CY6KOMNEHCUPOBAH-
Has eTonnaueHTapHasn HefOCTaTOUHOCTb, XPOHUYE-
CKas BHYTPUYTPOOHas rMNoOKCMA NNoAa, ManoBoaue.
Pogbl camoctosiTenbHble Ha 39 Hegene, pebeHOK ¢
NpU3HaKamn He3penocTn maccoi 2940 rp n ANUHON
49 cm. C poxaeHWUA — Ha TPyaHOM BCKapM/UBaHWUW,
BbINMUCAH HA 4-e CYTKWU. B mepBble 3 mecAua XU3HK
pebeHOK [O0CTaTOYHO MpubaBnan B Bece, noaydyan
npounakTuueckne npuBmBku: BLK, BUPYCHbIN re-
natut. B 3,5 mecaua pebeHok nepeHocut OPBU B
BUJe NIerkoro KatapanbHOro CMHAPOMA W MOBbIWEHNA
Temnepartypbl [0 37,5, neuunca ambynatopHo. Yepes
2 Hepenu y pebeHka ycununcsa Kawenb W NosiBuNach
ObllIKA, B CBA3M C YeM OH 6bll rOCNUTANU3NPOBaH
B negmarpuyeckoe otgeneHue ArKb NC 13 r. NMepmu.
Mpu noCTynneHun: cOCTosiHME CTabUNbHO TAXKenoe
3a CYeT AblxaTenbHoW HepgocTatouHocTu, YA-65, YCC-
150, Sp - 80%. [lbixaHne CNOHTaHHOe, Tpebylouee Ao-
NOMHMTENbHON OKCUTreHaLuun — KUCNOPOAHAsA Macka
(2 n/munn). Pedpnekcbl LOCTATOUHbIE, CUMMETPUYHbIE.
Cnn3ncTble BNAXHbIE, MACCMBHbLIN GENOBATbIW HANET
Ha CN3UCTOMN WEK, MUHAANMHAX. 3€B TMNEPEMUPOBAH.
KoXHble NOKPOBbI 6neaHble, LMAHO3 H/T TPeyronbHu-
Ka. Ha xuBoTe, B NaxoBOW 06/. cleBa — MeNKOToUeuY-
Has CbiMb, HA TMNEPEMUPOBAHOM (POHE, MCUE3AET NpH
HaJaBNMBAHUN.

B nérkmx pAbixaHUe XecTKoe, HepaBHOMEPHO OC-
nabneHo c o6enx CTOPOH. Xpunbl NPOBOAHbBIE, CyXue,
BMIAXHbIE Pa3HOKaNUbepHble, BbICAYWMNBAKTCS C 06e-
NX CTOPOH B 60nblWOM KONMYecTse. MeuveHb + 4,0 cm.
Cene3éHka + 3,0 cm. Mo pe3ynbTaTam peHTreHonornye-
CKOT0 MCCMefoBaHNA B ieHb NOCTYNeHUs — nonucer-
MeHTapHas ABYCTOPOHHAA MHEBMOHMUS.

B KNuMHWYeCKOM aHanu3e KpoBU Npu NOCTYNNEHUM:
nenkouuTbl 6,5%/1, NUMMOLNTbI - 41x/N, cermeHTo-
ffepHble  HeUTpodunbl — 56x/n,  MOHOUNTLI - 3x/n,
Tpom6ouuTbl 370% /11, CO3 - 58 mm/uac, CPI MeHee 6, Ha
MPOTSHKEHUN NPUMEPHO TPEX HEeAeNb XapaKTep noKasa-
Tenemn 3HaUUTENbHO HE U3MEHANCS. B TeueHmne cnegyto-
WKMX Tpex Hedenb 6bina HazHaueHa aHTUbaKTepuanb-
Haa Tepanusa uedanocnopuHom Il nokoneHus — 6e3
NONOXMUTENbHOW AWHAMUKN. M0 pe3ynbTaTam TPUXAbI
NpoBeeHHO peHTreHorpagum CoXpaHaNnCh ABNEHUA
MoNMCermeHTapHOW MHEBMOHWK, aTenekTas Cnpasa.
MpoBefeHo ceponoruyeckoe obcnefoBaHue — BbisiB-
neHbl aHTU-LIMB 1gM (1:200) TpexkpaTHO B JMHAMMKe,
UHAEeKC aBugHoctn aHTu-UMB IgG Hapactaet oT 19%
[0 74% B TeueHue mecsua, B KpoBM M B cockobe AHK
LMB He BblgeneHa. [lpyrue repnetnyeckne nHdexumn
(BMT-1, 2, 36B, BrY-6), pecnmpartopHblii MUKOMNNA3MO3
U XNaMuUANO03, TOKCOMNA3mMo3, KOK/IOW M NapaKkoko-
nioLw, a TaKKe afieHo-, Peo- 1 BUPYCbl rpunna He Noa-
TBEPXAEHbI. [IBYyKpaTHO 06HapyxeHbl aHTU-chlamidia
trachomatis IgM (1:400, KN=11,0), np1 oTpMLATENbHbIX
IgG (matb cepoHeratusHa k Chlamidia trachomatis).
Mpy 6aKTEepMONOrMyecKom UCCNefoBaHmm B Kane 06-
HapyeH ymepeHHbii pocT Klebsiella pneumonia,
Candida spp, u3 3eBa BblgeneHa Pseudomonas
aeruginosa, u3 kposu — St. warneri. CocTosiHne pebeH-
Ka NPOrpeccMBHO YXYALIANOCh, U HA YETBEPTOU Heaene
rocnuTanu3auym B CBA3M C HapacTaHWeM AblXaTeNbHON
HefoCTaTOUYHOCTU nepeseneH Ha UB/I.

PaHHUI BO3pacT pebeHKa, TAXenoe TeueHue ABY-
CTOPOHHEe/ NHEBMOHWUM MpPeAnonoXUTeNbHO BUPYC-
HO-6aKTepuanbHOW 3TMONOMNKM, OTCYTCTBME 3ddheKTa
OT NMPOBOAMMON aHTUOGAKTEPUANbHON Tepanuu npea-
MoNaraeT AMarHo3 akTWBHOW CMeWAHHON XnamMuani-
HO-LUMTOMEranoBUPYCHON MHEKUUN C MopaxeHnem
nerkux. 3aTskHoe pa3BUTUE TSXKENOW MHEBMOHUM C
MaHugecTaunen  ONMOPTYHUCTMUECKON  WH(EKLNK
Mo3BONNAO MNPEANONIOKNUTb Hanuune UMMyHogedu-
LUMTHOrO COCTOsiHWA. PebeHoK 06CnefoBaH: MMMYHO-
rno6ynuHbl 06LIMe — B rpaHMLAX BO3PACTHOW HOPMbI,
B UMMyHOTrpamme onpefeneHo cHwkeHune CA4 numdo-
UnToB - 34% (Hopma 35-57%), CA8-21%, CA4/CA=1,59,
Tnumd - 55% (1,76*10 r/n). Ha 28 AeHb rocnuTanu3auum
nposefeH aHanu3 Ha BUY — pe3ynbTtaT nonoxurenb-
Hbl, 06HapyxeHa IHK BUY B konuuectse 6onee 10 MH
Konuit/mn. MNpu NpoBefeHn 3NNUAEMUONOrNYECKOro
NCCNeaoBaHusa YCTAaHOBNEHO, UTO OTeL, U MaTb pebeHka
MHGMUMpPoBaHbl BNY, BO BpeMs 6epeMeHHOCTM y maTe-
pu pe3ynbTaTbl Ha BUY 6binn oTpuuatenbHbl (cepoHera-
TUBHOE OKHO). [0 COrnacoBaHuio ¢ MepMcKUM KpaeBbim
ueHTpom CMIJ Ha 30-1 AeHb rocnMTanu3aunmn pebexky
Ha3HauyeHa aHTUPETPOBMpPYCHAs Tepanus — 3UL0BY-
AvH, InuBup, Kanetpa. CoctosiHne pebeHKa Npoaonxa-
N0 PEe3KO YXyAlwaTbcs, Ha 41 feHb APBT pa3BuBaetcs
MaHLUMTONEHUYECKUN CUHAPOM: 3p - 3,86%/ 11, nenkouu-
Tbl — 1,3%/7, tOHblE — 2x/N, NanoukosgepHble — 47x/n,
cermeHTosAepHble — 17x/n, nuMdoUnUTbl — 24x /11, MO-
HOUMTBI-7x /N, TpomboumuTbl — 106x/n, CO3-43. Yepes
necatb fiHeit APBT - :3p - 2,36x/n, remorno6uH - 65r/n,
nenkouuTbl - 0,6%/n, NanoukoafepHblie — 0, CErMeHTO-
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sAepHble - 0, numdounTsl — 0, MOHOLMUTLI - 0, TPOM-
6ounTbl — 25x/n, CO3 -15. HapactalwT nokas3atenu
CPIN ot 23,8 npu Hauane Tepanuu fo 978, npokanbLu-
TOHWHA — OT 0,65 Hr/mn, go 12,8 Hr/mn, ACT — oT 76
A0 1410. [laHHble nabopaTopHble U3MEHEHMs CBUAe-
TeNbCTBYIOT O reHepanu3auun UHMEKLUNOHHOMO Npo-
uecca m opMMpoBaHMKM CMHAPOMA MONUOPTaHHOK
HeloCTaTouHOCTW. Yepe3 6 Hefenb OT NOCTYMANEHUS,
HeCMoTpA Ha nNpoBOAMMYIO Tepanuio, npousoLna
OCTaHOBKa CepAeYHO AeATeIbHOCTU, KOHCTAaTUPOBaHa
6rnonornyeckas CMepTb MauMeHTa. AMarHo3 3aknun-
TENbHbIA KIMHUYECKKMIA: ocTpas BUY-uHdekuus, cta-
ausa 2B, dasza BTOpUUHbIX 3a60neBaHuin (MHeBMOHNS,
KaHauao3, octpas LUMB-uHdekuns). OKOHUATENbHbINA
naTasioroaHaToMUUYecKnn AKuarHo3: OCHOBHoOe 3abo-
neBaHue: octpas BUY-uHdekuns, cragna 2B, dasza
BTOPUYHbIX 3a6oneBaHni. Pegykuma numdartnyeckon
TKaHW. AKUMAEHTanbHas TpaHcopmauma Tumyca 3-4
tasbl. CnneHomeranus.

JlaHHbIN Clyyaln AEMOHCTPUPYET OTCPOUEHHYIO Ma-
HudecTaumo cumntomoB BUY-uHGekumm, KoTopas
npoTekana no TUMy NHEBMOHMW Ha (hOHe MMMyHopfe-
(OULNTHOTO COCTOSHNS.

3apaxeHue netei BUY MOXET NpoucxoauTb OT UH-
(hULNPOBAHHOW MaTepu, PUCK nepepaun WHdeKLnn
coctaBnsiet ot 15% Ao 50%, MHKY6AUMOHHBIA nepu-
04 — Ao 12 mecsaueB. OcobeHHOCTAMK NaToreHesa fiB-
nsetcs cnocobHoCcTb BUY nopaxarb He3peny MMMyH-
Hyto cuctemy. Cpean onNOPTYHUCTUYECKUX UHGEeKLMN,
MACKNPYHOLMX COCTOSIHME WMMyHopeduuuTa y feTen
paHHero BO3pacTa, Befdyllee 3HAUYeHWe UMEeeT LMUTO-
meranus. U3BecTHo, uto LUIMB o6nagaeT BbipaXeHHOU
MMMYHOCYNPECCUBHOM CMOCOBHOCTbIO U NPU BHYTPUY-
TPOOGHOM MHULMPOBAHNM CNOCOBCTBYET ANUTENbHOM
NepcUCTeHLMN N OTCPOUYEHHON MaHMdecTaumn B NocT-
HaTanbHom nepuoge. ®du3snonoruyeckas WMMyHHas
He[0CTaTOYHOCTb [1eTeil PaHHero BO3pacTa B COBOKYI-
HOCTU C MMMYHOCYNpPecCUBHbIM aeicTenem LIMB 06y-
CNABNUBAIOT KNMHUYECKYIO CUMNTOMATUKY BPOXAEH-
Homn/npuo6peTeHHon LUMB uHdekLnu.

Nutepatypa.

1. o63uH 10.B. BpoxaeHHble MHMEKLWN: KITUHNK], AMarHOCTU-
Ka, neyeHune, npodunakTrka: yuebHoe nNocobre ana Bpaden
|/ 10.B. f1063uH, pen. 2-e u3n. CaHkT-MeTepbypr: TakTuk-Cry-
ano. - 2013. - C. 104.

2. No63nH 10.B,, KnioueBble acnekTbl Npobnembl BPOXAEHHbIX
nHtekumn [/ No63uH 10.B., Bacunbes B.B. - MHdekToM0-
rus. - 2014. - 6 (3). C. 5-14.

KNUHWYECKNIA CNYYAIA PAHHEN
ANATHOCTUKN CUHAPOMA
NPAAEPA-BUINN
A.M. Anues, [0.A.CugopoBa
HayuHbili pykoeodumenb: 10.A. Cudoposa

®TAQY BO PHUMY um. H.. Tinporosa
MwnH3gpasa Poccun

Cuugpom Mpagepa-Bunnn (CMNB) — 310 reHetnye-
CKOe 3a60NeBaHNe U3 rpynnbl HACNEACTBEHHbIX (HOpM
OXMpeHUs. XpOMOCOMHbIe aHOManuu npu CMHZpome
Mpafepa-Bunnu BkntoyaT Aeneumnio yyactka 15 xpo-
mocombl (uale Bcero) unu ancommio (15 q11-q12). Ya-
CTOTa BCTPEYAEMOCTU AaHHOIo cmHapoma 1 Ha 10 000-
30000 XuBbIX HOBOPOXAEHHbDIX.

3aboneBaHne XapakTepPU3YeTCs BbIPAXEHHbIM K-
HUYECKUM NoANMOPGU3MOM W, MOMUMO OXMPEHUSA,
BK/HOYAET B Ce6s heHOTUNMUYECKMe 0COOEHHOCTH, 3a-
OEPXKKY pPOCTa, NCUXOMOTOPHOIO W YMCTBEHHOrO pas-
BUTUSA, HApYLWeEHNe AbiXaHWA BO CHe. [lpyrumu 3HAO-
KPUHHbIMW HapylleHnaMKM, xapaktepHbimu ana CIB,
ABNSAKTCA TMNOTMPEO3, TUNOrOHaAU3M, Hagnoueu-
HWKOBasA HeA0CTaTOYHOCTb. CUMTaeTCs, UTo B OCHOBE
KNMHUYECKUX NPosiBNeHNiA cuHapoma lMpaaepa-Bunnu
NEeXNT rmnoTanammyeckan aucyHKLma.

Oco6oe BHMUMaHWe npu JAHHOM CUHAPOME 3acny-
XUBAeT runepdarus, XapakTepusywanca THXeNbiM
n nporpeccupytowum teyeHnem. Mpu CrNB Bo3HUKAIOT
yCTOMYMBbIE 06CECCUUN CBA3AHHBIE C MOMCKOM, HAKO-
NeHNem 1 XpaHeHnem nuun. bes ctpororo orpanuue-
HUA NULLKM OXUPEHWUe NPU 3TOM CUHAPOME CTaHOBUTCA
MOPOULHBIM C MOCAEAYIOWMM Pa3BUTUEM TAXKENbIX OC-
NOXHEHN.

DeBouka, C., 3 rona 7 mecsiLeB, HabnwaaeTcsa ¢ aAna-
rHO30M CMHAPOM lMpagepa-Bunnu ¢ poxgeHus.

[leBouka pogunacb Ha 40 Hepene, macca 3010 r. ,
AnnHa 51 ¢m, Npu poXaeHUn — BblpaXKeHHas Mbllley-
Has rMNOTOHKA, aCNUpaL s MEKOHWANbHBIMW BOAAMU C
Pa3BUTUEM AbIXaTeNbHOW HEAOCTAaTOUHOCTU. YUNTbIBAS
cnaboe lweBeneHne Nnoga Bo BPems 6epeMeHHOCTH,
MbILIEYHYK TUNOTOHUIO, CNAabOCTb COCaHMA, CTUMMbI
Aancambpuorexesa (gonuxouedanus, MUHAANEBULHbIN
paspes a3, onywWeHHble Yrbl), TMNONNasnio Manbix
nonoBbIx ry6 6bin 3ano0ao03peH cuHapom Mpagepa-Bun-
nu, uTo 6bIN0 NOATBEPKAEHO MONEKYNAPHO-TEHETUYE-
CKUM MeToZ10M (OTCYTCTBME HEMETUNMPOBAHHOIO anne-
N NPOMOTOpPHOIA 06nacTn reHa SNRPN).

B 1 roga 2 mec. Npu 0CMOTpe 0TMeuanach 3aepx-
Ka MCUXO-MOTOPHOTO Pa3BuUTUsA (He CMauT, He nonsa-
€T, He TYMUT), COXPaHANaCh MbllleYHas rMnoToHus. B
Xo/ie 06CNe0BaHNA 6biNK BbABNEHbI HU3KIME YPOBHM
NOP-1 (29,5 Hr/mn), 6bin 3anogo3peH CTr-geduumr.
Mo NUTepaTypHbIM AaHHbIM, CEKpeLusa ropmoHa po-
cTa y feteit ¢ CMNB 3HAUMMO CHUXKEHA W 3KBUBANEHTHA
ANarHo3y COMATOTPONHAA HeA0CTaTOUHOCTb. C aHabo-
NIMYECKON M POCTOCTUMYNNPYIOLLEN Lienblo 6bio pe-
KOMEH/I0BaHO fleueHne peKOMOUHAHTHbIM FOPMOHOM
pocTa.



NeyeHne cONpoBOXAAN0Ch YCKOPEHMEM TEMMOB PO-
CTa, CHWKEHMEM XMPOBOWN MACChl U YBENMYEHNEM Mbl-
LIeYHOM Macchl 6e3 No6oUHbIX 3D eKTOB.

B 2 roga 10 mec., npu 06CNEeAOBAHMUN BbISIBAEHDI
HU3KUe ypoBHM T4 cB. 11.07 nmonb/n (11,5-20,4), npu
HOPManbHbIX ypoBHAX TTT 1,062 (0,64-5,76) MME/ 1. Bbin
YCTAHOB/MEH [MarH03 BTOPUYHbIV TUMNOTUPEO3, JeBOUKE
6bina Ha3HaueHa 3aMecTUTeNIbHAA FOPMOHANbHAA Te-
panua NeBoTUPOKCUHOM.

B 3 roga 6 mec. (B HacTosee Bpems) pocT: 103 cm
(SDS 1,37), Bec 19 kr, SDS UMT 1,42. Ha doHe nonyua-
eMol Tepanun OTMeYaeTcs YMyuylleHue MNCMX0-Mo-
TOpPHOro pa3BuTuA. B HacTosiuee Bpemsi y AEBOUKM
OTMeuatoTCst Npu3Haku runepdarum, B CBA3N C Uem po-
AnTeNamMn NpoBOAMTCA paboTa C NCUXONOrOM.

3aKnoueHmne:

Cuuapom Mpagepa-Bunnu (CMB) ssnaetca camoin
UaCTON FEeHETMYECKOW MPUUMHON OXMUPEHUs U Mpea-
CTaBNAeT co60N CEepPbe3HYy MeAULMHCKYI U COoLu-
anbHyK npobnemy, Tpebyiollyo 0c060ro nogxoga u
cneunanbHbIX 3HAHUA. [aHHbIA KNUHWUYECKWIA cnydait
JAEMOHCTPUPYET BaXHOCTb PaHHeW AUArHOCTUKM C Lie-
Nbl0 YNYYLIEHNA KAUeCTBA XM3HU NaLMeHTa.

PaHHAA AMarHocTuka (0o 24 Mecsues) U cBoeBpe-
MEHHOEe Hayano Tepanuu HeobXoguMbl ANA NpPeaoT-
BpaLLEeHNsA Pa3BUTUA OXMPeEHNA (camas yacTas npuum-
Ha MHBaNMAM3M3aunm naumeHTos ¢ CMB).

YynTbiBas OTCYTCTBUE NATOrEHETUYECKOrO NeYeHus,
OTCYTCTBUE «AIBHbIX» 6GUOMApPKEPOB, CBUAETENbCTBY-
owmx o Taxectn CuHgpoma lMpagepa-Bunnu nporHos
3ab0neBaHNs 3aBUCMT HEe TONMbKO OT CBOEBPEMEHHOM
AVArHOCTUKM 1 PaHHero Havasna fieyeHuns, Ho TaKxe oT
cobniofeHms peKoMeHLaLNI TaKUX Kak KOHTPOMb nu-
LLeBOro NOoBeAeHus.

Mpu AaHHOM CMHAPOME HEOBX0ANMO ANHAMNYECKOE
HabnoaeHne 3a COCTOSHUEM YrNEeBOAHOIO, XMPOBOro
06MeHa, a TakXe NpoBeaeHne NOAUCOMHorpacumn ans
ONArHOCTUKK U nevyeHunsa paCCTp0|7ICTB AblXaHWA BO CHe,
0CO6EHHO NpPYU Y)Ke PA3BUBLLMMCS OXUPEHUN.

AVATHOCTUKA HOBOI ®OPMbI
AVTOBOCMANUTENbHOIO CUHAPOMA:
STING-ACCOLIMUPOBAHHbDI BACKYAUT
(CMHAPOM SAVI)

ABepoBa Afl.

HayuHble pykosodumenu:
cmapwuti Hay4Hbili COMpyOHUK omdena
onmumu3ayuu uMmyHodeguyumos,
epay-neouamp, uMMyH0/102-peemamornoe,
K.M.H. Ko3noea AHHa /leoHUO08HQ;
epay neduamp, annepaosnoz-umMMyHos102
bypnakoe Bacunuti Meopesuy

®OrAQY BO PHUMY nm. H.N. Muporosa
MwnH3apaBa Poccum
HMWL, neTcKoW remaTonorum, OHKONormu,
MMMYHONOTMM UMeHn [l. Porauesa

Llenb: npeseHTauus KAMHUYECKOrO cnyyad na-
UMEHTa C pefKMM ayToBOCManuTeNnbHbIM CUHAPO-
MOM — STING-accouMmMpoBaHHbIM BACKYNUTOM.

AKTYanbHOCTb: UCMNONb30BaHWE COBPEMEHHbIX MO-
NeKynApHoO-reHeTh4yeCKux MetoAoB WuUccnenoBaHuAa C
uenbio NOCTaHOBKW AMArHo3a U CBOEBPEMEHHOIO Ha-
Yana Me,U.I/IKaMEHTO3HOI;1 Tepanun.

MaTepuanbl 1 MeTofbl MCCNef0BaHNUA: 06bEKTUBHOE
obcnefoBaHMe naumeHTa Ha 6asze HMWUL, ArON ume-
Hn [.PoraueBa, M3yyeHne MCTOPWUM GONE3HU, JAHHbIX
NabopaToOpPHbIX N MHCTPYMEHTANbHbIX METOLOB MCCne-
[OBaHUA, aHanu3 nutepatypbl. MonekynsapHoO-reHeTun-
YeCKWUA aHann3 MEeToO0M BblCOKOMPOM3BOAMTENBHOMO
CeKBeHMpPOBaHMsA HOBOro nokoneHns (NGS).

BBepeHue:

CuHgpom SAVI (STING-Associated Vasculopathy with
onset in Infancy) — ayTocOMHO-fOMMHAHTHOE 3a60-
fleBaHMe M3 Trpynnbl HacNeACTBEHHbIX ayTOBOCMANN-
TENbHbIX CUHAPOMOB, Pa3BMTME KOTOPOro 06YyCnoB-
NIeHO Hanuumem MyTaLuin ¢ npuobpeTeHnem yHKLMUM
B reHe TMEM173 (STING1), koaupytouiem 6enok STING
(cTumynaTop reHoB MHTepdepoHa), uTo NPUBOAMUT K
aHOMA/IbHOMY YCWU/TEHUIO AKTUBHOCTW 6enka u runep-
npoaykumun IFNB. STING — kntoueBon aganTepHbin Ge-
NI0K B 3HAOMNA3MaTNYECKOW CETU, KOTOPbIN HEOBXOAMM
ANS MHAYKUUKM MHTepdepoHa 6eTa. COrnacHo AaHHbIM
MWUPOBOW NUTEpPaTypbl, OCHOBHLIMW KJIMHUYECKUMU
nposiBNeHnsMn cuHagpoma SAVI aBnsieTca TeueHue
CUCTEMHOTO BACKYNNUTa, BbIpaXalLwwancs B Pa3BUTUK
3PUTEMATO3HOM CbIMNi HA KOXeE, MHTEPCTULMANbHOW 60-
Ne3HN Nerkux, apTpanrui, TMXOPaLKKN, CYXMX raHrpeH
nanbLeB N HEKPO30B TKaHel B MCXOAEe BaCKynuTa.

KnuHuueckuit cnyuain:

NauueHTka A, 1 rog 6 mec. PebeHOK OT 4 bepemeH-
HOCTU, 2 POAIOB (2 BbIKMADIWA HA CPOKE 5-6 Hegenb),
ManbunK OT NepBol GepeMeHHOCTN 3[0pOB. AHaMHe3
XW3HWN OTATOLLEH: POAbI NpeXAeBpemMeHHble Ha 34 He-
Jene, Bec npu poxaeHun 2380r., pocT 46 CM, OLEHKa Mo
wkane APGAR 8/8 6annoB. B nocTHaTanbHOM nepuoae:
pecnmpaTopHbIi AUCTPECC-CUHAPOM, AbIXaTeNbHan He-



AOCTaTOUYHOCTb TAXKENOW CTeneHu, nposoaunach UBJI.
Pe6eHOK 60NEH C POXAEHMA, KOrAa BNepBble MOABU-
NNCb 3PUTEMATO3HbIE NMATHUCTbIE BbICbIMAHUA HA BEPX-
HUX N HWKHUX KOHEYHOCTAX , @ TAKXXe Ha nuue no Tuny
BACKYNUTA, Nepexofslune B IKXMMO3bl. B fanbHenwem
y [EeBOYKM OTMEeUaNnCb YacTble pecnupatopHble WH-
hekumnm, KoTopble NPOABAAANCL PUHOCUHYCMTaMK, Na-
PUHIUTaMW, GPOHXUTAMK 1 MHEBMOHMeEl (2 anu3oaa: B
HeOoHaTaslbHOM Nepno/e 1 Ha NepBOM rofy XU3HK).

B Bo3pacTe 9 mecsueB pebeHOK Haxoamcsa Ha CTa-
LLMOHapHOM 06CNeaoBaHNN U NEYEHUN NO MECTY XU-
TeNbCTBA NO MOBOAY BOCMANWUTENbHbIX BbICbINAHMIA
Ha HWXKHUX KOHEUHOCTAX B BME OBLINPHbIX YUYaCTKOB
3puTEMbl C AanbHerlWwen Nporpeccuen B 3KXMMO3bl.
MpoBeaeHa 6MoNCUA BOCNANMTENLHOMO 31EMEHTA, N0
pe3ynbrataM NaTtoMoponornyeckoro UCCnefoBaHus:
3ANMAEPMUC C OAUHOYHBIMU MENKUMU OUYaramn M3bs3-
B/IEHUN N COBCTBEHHO KOXa C YMEPEHHO BbIPaXEHHbIM
OTEKOM, BOKPYI HEKOTOPbIX COCY0B Hanuuue CKyaHOU
MHAypaLumn HenTpodmnamn. Ha nepBom rogy XusHu y
pebeHka OTMeYanoCb HECKONMbKO 3MWU30[0B HEMOTU-
BMPOBAHHOM Nuxopafku. MauneHTKe 6bin BbICTaBNEH
AMATHO3: OBEHUNTbHHbIA UANONATUUECKUN apTPUT, ce-
POHEraTUBHbLIN, C CMCTEMHbIM HauyanoM; 3anofo3peH
ayTOBOCMANUTENbHbIA CUHAPOM.

B dheBpane 2020 roga B Bo3pacTte 1 roga 6 mec. na-
LMeHTKa rocnutanusnposaHa 8 HMUL, AFON nmenn [A.
Porauesa ans nposegeHuns 06¢cnefoBaHms U NOCTaHOB-
KW fnarHosa. [1pn ocMoTpe BbiAB/IeHbl 3pUTEMATO3HbIE
BbICbINAHUA HA Tene, 6e3601e3HEHHbIE, NCYE3aI0T NpPW
HaflaBNMBaHUKU. Ha HUXHUX KOHEUHOCTAX — runepnur-
MEHTUPOBAHHbIE YUYACTKN Ha MecCTe paspellarLmx-
CSl 3KXMMO30B, pa3BMBLIMECS 6e3 MpealecTByolen
TpaBMaTU3aLMmM Ha (hOHE IPMTEMATO3HbBIX INEMEHTOB.

Mo AaHHbIM NAbOPATOPHbIX TECTOB Y MALMEHTKU
OTMeuaeTca xenesogeduunTHAA aHemus 1 CTeneHu
(cHmKeHMe remorno6buHa go 100 r/n, depputuH 13,7
MKT/ T, CbIBOPOTOUHOE XEeNeso 4,2 MKMOnb/n), BOCna-
NUTENbHbIX U3MEHEHWNI He BbIABNEHO. M0 JAHHbIM UM-
MYHO(EHOTUNNPOBAHMA NMMPOLMUTOB 3HAUYUMBIX [e-
duunToB nonynaunii NUMGoUUTOB He BbiABNEHO. M0
pe3ynbTaTaM MCCnefoBaHUS UMMYHOMNOBYNNHOB Cbl-
BOPOTKM-6€3 3HaUMMbIX OTKMOHEHUN. Mo pe3ynbraTam
AHTUHYKNEapHbIX CKPUHUHIOB — ayTOAHTUTEN He Bbl-
s1BNeHo. Mo agaHHbIM KT opraHoB rpyaHON KNEeTKK Auna-
FTHOCTUPOBAHbl UHTEPCTULMANbHbIE U3MEHEHUSA B Buae
YUYaCTKOB YNIOTHEHUSA MO TUNY «MATOBOr0 CTeKna» ne-
pU6POHXMANLHO B 060MX NErKMX U CybnneBpanbHoO B
NEeBOM NTIETKOM.

C uenbio BepudmkaLmm guarHosa naumeHTke 6oino
MPOBELEHO MONEKYNAPHO-TeHeTUYeCKoe MucCneaoBa-
HWe MeTOAOM BbICOKOMPOU3BOLUTENbHOIO CEKBEHU-
poBaHusa HoBoro nokonexus (NGS), no pesynbratam
KOTOporo 6bifa BbiABNeHa MyTauus B reHe TMEM173
€.505C>TR169W(p.Arg169Trp), B reTepo3nroTHOM COCTO-
SHWUK, 3aTParnBaKLLas KOHCEPBATUBHbLIN AOMEH JUMe-
pu3aumm 6enka STING.

Hannune pana ANArHOCTUYECKUX NPU3HAKOB: PaH-
HWUI 0e6loT 3a60Nn1eBaHns, BaCKyNUTHAA CbiMb, MOpaxe-
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HWe AbIXaTeNbHOW CMCTEMbI, OTCYTCTBUE ayTOAHTUTEN U
BOCMANNUTENbHbIX U3MEHEHUI B KPOBU, MyTaLLMS B FeHe
TMEM173 ¢.505C>T, moryT ABNATbCA OCHOBAHMEM [ns
MOCTaHOBKKM AmarHo3a STING-accouMMpoBaHHbIA Ba-
CKYNUT C e6l0TOM B paHHEM BO3pacTe.

MaureHTke MHMUMKUPOBAHA MNATOreHeTUYecKas Te-
panus WHrMeuTopom Jak-kmHasbl — TOhaUUTUHMOOM
(Tmr/kr/cyT). [aHHblit npenapat 610KUpyeT nepeaauy
curHana ot Jak-KnHas K uHTepdepoH CTumynupyouie-
My reHy (IFGS3), uTO yMeHbLIAeT CUHTE3 3HAOTEHHbIX
nHTepdepoHoB | Tnna.

3aknioueHmne:

PaHHUN [e6loT 3aboneBaHuss, a TakkKe KWHUYe-
CKasi KapTMHA B BUAE KOXHOIO CUHAPOMA, NOPaXeHus
nerknx moryt csuaenbCTtsoBatb B MOJb3y Ll,edJEKTa
BPOXOEHHOIO 3BeHa WMMYHUTETa, 4YTo TpebyeT 6onee
rny6oKoro noaxofa B BMAE KOHCyNbTaLun npodunb-
HbIX CMeLnanncToB — NMMYHONOrOB, PEBMATO/OrOB,
a TaKXe npoBegeHnUA AOMNONHUTENbHbIX MeTOAOB WUC-
CNeaoBaHuA € uenbio Bepudukaummu gmarHosa. Ceo-
eBpeMeHHas MOCTaHOBKA [AMarHo3a, a Takke paHHee
Hauano cneunduUueckon Tepanuu, OTIUYAIOLLIENCS
OT NPUHATON Tepanun BaCKyNUTOB, MOXET HE TONbKO
CTabunn3npoBaTb COCTOSIHME, HO U OCTAHOBUTb WHBa-
NUAN3ALNIO0 NALMEHTA U 3HAUUTENBHO YNYYLLNTD Kaye-
CTBO XXWU3HN.

KNUHNYECKUI CNVYAI
BMEPBbIE AI/IAI'HOCTIIIPOBAHHOFI
TAXKENON NANONATNYECKON
TPOMBOLI,I/ITOHEHI/I‘IECKOIW nypPnypbl
V NAUWNEHTA 12 NNET
BopoBa A.B.

HayuHbili pykoeodumenb: k.M.H. JleoHmbes M.A.

®OrAQY BO PHUMY um. H.1. NMuporosa
MuH3pasa Poccum
['bY3 Mopo3osckad AMKE 3M

Manonatuyeckas TpomboUMTONEHWUYECKan nypnypa
(UTM) — 30 ayToMMMyHHOe 3a6onesaHue, 06YyCnoB-
NeHHoe BbIpabOTKOW aHTUTEN K CTPYKTYpam MeM6paHbl
TPOMOOLNUTOB WU UX NpPefLecTBEHHUKOB Merakapuo-
umToB. 3abonesaemoctb UTM B mupe coctasnset 1,6—
3,9 Ha 100 000 HaceneHusa B roa, nuu, monoxe 20 net
OHa MnopaxaeT He 6onee, uem B 24% cnydyaes. Y feTei
nofobHoe 3abofeBaHMe 4acTo Pa3BUBAETCA OCTPO,
MPOABAAETCA remopparnyeckum CUHAPOMOM PaA3HOM
CTeneHn BbIPaXXeHHOCTM, C NPENMYLLECTBEHHON NOKa-
nu3aLnen NeTexmnin n IKXMMO30B Ha KOXKe 1 CTU3UCTDIX.
YacToTa XU3HeYrpoxatolLmx KpoBoTeueHuin (cybapax-
HOWUAANbHbIE KPOBOM3NUAHMA) pu UTI He npeBbllwaeT
0,5%.

31.01.2020 r. B 00:14 B npuemHoe otgeneHne MAr-
Kb moctynun nauueHT M., 12 neT, 66 Kr, C xanobamu
Ha remopparmyeckylo cbinb Ha Tene. OcTpo 3abonen
29.01.2020 Beuepom: NosBMNACL CNABOCTb U CbiNb Ha
HOrax W CruHe, K Beuepy pacnpoCTPaHUBLLAACA Ha



BEpPXHMe KOHeuHocTu. 30.01.20 obpawanncb B nNonu-
KIMHWUKY MO MECTY XWTeNnbCTBa, peKOMeHA0BaHa KOH-
cynbraumsa remaronora. B tepanum nonyyan: ackopy-
TUH N0 1Tab x 3 p/n -1 AeHb, LeTpuH no 1Tab x 1 p/,u.
Ha oCHOBaHWMW AaHHbIX OBLEKNNHNYECKOr0 aHanm3a
kpoBu (OAK) M KNMHMUECKON KapTUHbI 3a60neBaHus
(kon-Bo Tpom6oUMTOB 5*10° /n) 6bIN BbICTABNEH Npef-
BapuTeNbHbIN AMarHo3 «lauonatuueckas Tpombouu-
ToneHnyeckas nypnypa (D69.3)». YuutbiBas oTCyTCTBUE
HapY)XHbIX KPOBOTEUEHMIA, Ha3HaueHa Hecneunduye-
CKaA remoctatuyeckad Tepanusa: 3tam3mnar 250 mr x
3 pasa B [ieHb, rMnoannepreHHbli cton. Ins ganbHei-
Wwero o6CneaoBaHMA U NEeYeHUs rocnUTaNN3MpoOBaH
B OTAeNeHWe remartofiornu, K HasHaueHHOM Tepanuu
AobaBneH TpaHeKcam, MpoBefeHa KOCTHO-MO3roBas
nyHKumMa. TpombouuTtsl o MoHNO -10x10° / n; mueno-
rpamma: peTukynsapHble KneTku — 2%, Konu4yectso me-
rakapuouutos (B npenapare) - 1:80 - WHypyoLmMe He
HanaeHbl. Mo JaHHbIM MUENOTrPaMMbl UCKITIOUEH AeboT
OCTPOro NEenKo3a, annasna KPOBETBOPEHUS.

04.02.2020 B 07:00 y nauneHTa NoABKUIACH 06LLEMO3-
rosas CUMNTOMaTNKa — rofioBHas 60/1b, MHOrOKPATHaAs
PBOTA C NPOXUIKAMK KpoBK. [P 0CMOTpPe COCTORHNE
TAXENoe, CO3HaHUe oTcyTCTBYeT (WKana Kom MMasro 9),
aHNU30KOPUA. IKCTPEHHO BbIMOSTHEHA KOMMblOTEpHas
TomMorpadusi rofOBHOMO MO3ra, BbiIBNEHO — OCTPOe
HapylleHMe MO3roBOro KpoBOOOpALleHUS MO remop-
parmyeckomy Tuny B 6acceilHe NpaBoOil CPpeAHEN MO3-
roBON apTepuun, BHYTPKUMO3roeas rematoma 20 cm,
OTeK-ANCNOKAaLUMA TONOBHOIO Mo3ra. PebeHOoK TpaHc-
MOPTUPOBAH B OTAENEHMe peaHMMaUMu U UHTEHCUB-
Hol Tepanuu (OPUT), nepeBefieH Ha WCKYCCTBEHHYIO
BEHTUNALMIO NEerkux. B CBA3M C HannumMem WHTpaKpa-
HMaNbHOro 06bema 1 ANCIOoKaLMK CTPYKTYP roNOBHOMO
MO03ra, HeobX0AMMO OMepaTWBHOE BMeLATeNbCTBO B
06bemMe JeKOMMPECCMBHON KPAaHUIKTOMMN.

YunTbIBas KPUTUUECKYHD TPOMOOLMTONEHNIO, MOTEH-
LManbHbIA PUCK NpeBbIWan npegnonaraemMyio nonb3y,
TaK Kak 6e30nacHbin ypoBeHb TPOMBOLUTOB ANS NpPO-
BEAEHUS KPaHWOTOMMU, COrMACHO peKoMeHAALUUAM
eBponencKoro obuecTsa aHeCTe3N0N0roB, COCTaBNAET
He meHee 100*10° /n. N JOCTMIKEHMA LieN1eBbIX 3Have-
HWUIA YPOBHA TPOMOOLMTOB ABAX/Abl NPOBEAEHA TPAHC-
thy3us TPOMOOKOHLEHTPATA, AN19 YMEHbLLEHUA WHTPAO-
nepauMoHHON KpoBOMoTepu BBeAeH Koarun 7,2 mr.

B onepauMoHHy0 NauueHT 6bin TPAHCNOPTUPOBAH
Ha WBJ1 ¢ npogonmxatolleincs nHGy3meil HopaapeHa-
nuHa 0,12 MKr/Kr/MiuH, KONMUYecTBO TPOMOBOLUTOB B
OAK Ha TOT MOMEHT cocTaBnsno 4*10°/n. WHTpaone-
paLnoHHas WHGY3NOHHO-TPAHCGY3NOHHAA Tepanus
BKNIOUana B cebs: 3pUTPOLMTAPHYI0 B3BeCb 610 mn,
TPOM6OLMTAPHDBIA KOHLEHTPAT 430 MA, Kpuonpeuunu-
TaT 160 Mn, KpUCTanouUaHbIe npenaparbl U coyeTanacb
C Ba30MpeccopHol nopaepxkoi. 06NN 06bEM WH-
thy3um coctasun 4070 mn, kposonoteps — 1300 mn. Mo
3aBeplleHnn onepauun nauneHT nepeseseH s OPUT. B
OAK nocne onepaTnBHOro BMeLIATENbCTBA — TPOMOO-
uuThbl 51 X 10° /n, 3putpouuTsl 3,59 X 102 /n, Hb 95 r/n,
remMaTokpuT 28,6 %, nenkouuTbl 11,63 X 10° /N, HeWTpoO-

tunbl 10,44 X 10° /n. YuuTbiBas CTONKOE CHUKEHNE KO-
NnYecTBa TPOMOOLMTOB, BHYTPMMO3IOBYIO rematomy
MpaBoii TEMEHHO-3aTbIIOYHON 06MACTU, BbIPAKEH-
HOCTb remopparmyeckoro CUHAPOMa, 6bina NnposeaeHa
Tepanus aHanorom Tpom60no3TMHa — Pomunnactum
(3HNnenT) M3 pacuera 7,5 MKr/Kr, NPOAOMKEHA Hecnew-
nudeckas remoctaTueckas Tepanua (AULUMHOH, Tpa-
Hekcam).

B TeueHue nocneaywollero BpeMeHU HaxoxaeHus
pebeHka B OPUT cocTosiHME 0CTAaBaNoOCh KPamHe Taxe-
NbIM 32 cyeT uepebpanbHON HECOCTOATENBHOCTH, COCY-
ANCTON U PECNUPATOPHON HEAOCTAaTOYHOCTM LIEHTPaNb-
HOro reHesa. OTMeYanocb NPorpeccuBHOE HapacTaHue
KOHLLEHTPALMN HaTpus nnasmbl Kposw (10 198 MMonb/n
07.01.2020), nonuypus, rMNOCTeHypus — To ecTb ABfe-
HWUSI HecaxapHoro guabeTa LEHTpanbHoro reHesa. Ha
6-7 neHb npebbiBaHnA B OPUT coctosiHne pebeHka ¢
OTPULATENbHOW AMHAMMKOW B BUAE HapacTaHWUs Bbl-
PAXEHHOCTU 3NEKTPONUTHBIX (runepHaTpuemuns, Kpu-
TUYecKas runepkanuemms oo 9 MMonb/n, runepxnope-
MUA, BbIPAXEHHAA rMnokanbuuemns Ha hoHe AoTaLnm
KanbLus), MUKPOLMPKYNATOPHbIX (ceTuaTble CUHIOLW-
HO-6arpoBble NATHA Ha 6n1eiHOM (hoHe) 1 MeTabonuue-
CKWX HapyLWeHUN (BblpaKeHHbI CMelaHHbI aunaos ¢
pH 7.0, BbipaxxeHHas runepkanHus, genunt bukap6o-
HaToB). OTMeyanocb nosbiweHue ANT (go 910,90 EA/n),
ACT (no 2501,80 E[1/n), MoueBuHbI, KpeaTuHuHa, CPb B
PaMKax CMCTEMbl MHOXECTBEHHbIX OCTPbIX AUCHYHK-
LN,

HecmoTps Ha Bce NpeanpuHATbIE NONbITKA NeYeHus,
11.02.2020 B 06:50 naumMeHT CKOHYaANCA Npu ABNEHUAX
OCTPON NMOAUCUCTEMHON AUChYHKUMKM. TpKU naTtomop-
honormueckom UCcneaoBaHnK YCTaHOBMEHO, UTO NpU-
UMHOW CMEpPTYW ABKUNACh TOTaNbHAA JHLEdanomanauus,
BCNEACTBME MACCMBHOIO KPOBOM3NUAHUA B BELLECTBO
rofo0BHOrO Mo3ra.

JlaHHbIN KNMHUYECKUA CRyYan npeactaBnser cobon
MHTEpPEC, TaK KaK HECMOTPS HA KPUTUUECKN HU3KWIA
YPOBEHb TPOMOOLMTOB, NALMEHT JOCTATOYHO CTabUNb-
HO nepeHec onepaTMBHOE BMeLWATENbCTBO B 06beme
AEeKOMMNPECCUBHON TeMUKPAHWIKTOMUN W yAANeHus
BHYTPUMO3rOBOM remMaToMbl, He NMoNy4nB Npm 3TOM No-
BTOPHbIX FeMOPPArnyeckmx 0CNOXHEHUN,



PEAKWIA CNYYAI BOCMANEHUS
AEBEPTUKYNA MEKKENS
Y HOBOPO)XAEHHOIO PEBEHKA
BonsHiok E.B.

HayuHbili pykoeodumenb: uky3a Onb2a NeaHoeHaq,
npogpeccop kaghedpsi nponedesmuku 0emcKux
6onesHell u hakynbmemckoli neduampuu Krmy

®rb0yY BO KazaHCKWM rocyAapCTBEHHbIA MEAVLMHCKUI
yHuBepcuter M3 PO
FAY3 Irb N2 1 ropoaa KasaHu

[nBepTukyn Mekkens siBnsetca Haubonee yactom
BPOXAEHHOW  aHOMaNuen  XenymoUHO-KMLEYHOro
TpaKTa 1 ee BCTpeUYaemMoCTb B NONYnALUN COCTaBNAET 2
%. PUCK pa3BUTUS OCNOXHEHUN CO CTOPOHbI MBEPTM-
Kyna Mekkens Ha NPOTAXEHUW N3HU COCTaBNAET 4-6%
N CyWeCcTBeHHO CHWXaeTcA C yBennyeHnem Bo3pacta.
Tak, uacToTa KpOBOTEUEHUSA Y eTel 10 2-X NeT COCTaB-
nfeT 64,7%, TOrAa Kak B Bo3pacte craplue 8 net - 25%.
[mBepTukyn MeKKens OCNOXHAETCA MHBarMHauuen y
60% neTeil B BO3pacTe MAajlle 2-X NeT U He Habntoaa-
€TCs JAaHHOTO OCNOXHEHUA Y ieTelt B 8 NneT 1 cTaplue. B
KPYMHbIX XUPYPruYecKux KNuHukax Poccmm B TeueHue
20 net onepupyloTcs A0 445 feTen ¢ natonornen au-
BepTukyna Mekkens. [1]

Pegknii cnyyaih MHBarmHauum gueeptukyna Mek-
Kens AUarHOCTUPOBAH Y HOBOPOXAEHHOIO pebeHkKa.
PebeHOK pogunca OT 1 6epemMeHHOCTH, NpPOTEKaB-
Wen C paHHUM TOKCUKO30M, Yrpo30M MpepbiBaHMA
B TpeTbem Tpumectpe. Pogunca Ha cpoke 36 Hepenb
nyTem onepauum KecapeBa CeyeHus Ha (poHe npea-
nexaHua nnaweHTbl. Bec npu poxgeHun 2900, poct 53
CM, OKPY)XXHOCTb ronoBsbl 33 cm. OLeHka no wkane An-
rap 8-9 6annos. C poXAeHU HAXOANUNCA HA TPYAHOM
BCKapMnmBaHuu. B paHHem HeoHaTanbHOM mepuoge
OTMeuanacb U3MoNornuyYeckas XenTtyxa. BoinmcaH Ha
5 CyTKU gomoid. B Bo3pacTe 24 aHell pebeHOK MocTy-
MUN B OTAENEHMe NaTONOrMKU HOBOPOXAEHHbIX AeTen
€ xanobamu Ha xentyxy. Npnbaska Beca cocTaBuna
310r (,ueqmu,MT Beca 100r=3%). CocTosHue npw nNocry-
NAEHUN CPefHen TaxecTn. Ha rpygHoOM BCkapmanBa-
HWUK, HE CPbIrMBAET, (PU3MONOrMyeckne oTnpaBneHus
He HapyleHbl. B nabopaTopHbix aHanu3ax KpoBU
npyu NOCTYNAEHWM BOCMANMTENbHbIX NU3MEHEHUN HET,
reMorno6uH 164 r/n, npn rematokpute 46%. B 6uo-
XMMUUYECKUX aHann3ax KpoBW ob6wmin 6unupybuH
223 mkm/n, npamoii 0,8 MKM/n, nokasatenu AT, ACT,
rnoko3bl, CPb B Hopme. WHCTpymeHTanbHOe obcne-
AoBaHue: HelpocoHorpacdma — 6e3 natonoruu. Y3U
BHYTPEHHUX OPraHoB — neperné XenuHoro ny3bips.
3IX0-KC: MMM mbliwweyHblin 2,1 mm. 000 3 mm, OAN 3 Mm
(remogMHaMIMUECKN He3HAUUMbIN). BbICTaBNEH KANHY-
yeckuii AnarHo3 KoHblorauMoHHas xentyxa. Pebe-
HOK nonyyan goToTepanuio, MHGPY3NOHHYIO Tepanuio
(rntoK030-coNMeBble PACTBOPbI) C LENblo 3ameleHns
XWUAKOCTW. XenTywHOCTb B AUHAMUKE YyMeHbluanach,
6UNUPYBUH CHU3MUNCA A0 133 MKMonb/n. B Bece no-
NOXWUTeNbHasA NpubaBKa, HAXOAMNCA HA CMELAHHOM
BCKapPMINBaHUN.
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B Bo3pacte 1Mmec oTMeyanocb yxyalleHume coCTon-
HUS: CPbIrMBAHNe, BANOCTb, B3AYTHE XMBOTA. B nabo-
paTopHbIX aHanu3ax KpoBU MOABUAKUCL BOCNANUTENb-
Hble CABWIM: NEenKoumTo3 21,4x109, rpaHynounTo3 co
caBurom BneBo (n/s 18%), B 6MOXMMNYECKUX aHANM3AX
KpoBw noBbllieHne CPb ao 18 mr/n. Mo Y3 neyexu co-
LepXumoe XenuHoro ny3bips HeOLHOPOAHOe, 0CAA0K.
MeTnun KMwWeynKa B34YyTbl, CTEHKN YTONLLEHbI 10 1,8 MM,
MeXMeTneBas XWAKOCTb 2-2,5 MM, TONCTbIN Kulley-
HUK — B3/yTue, napes. (pucl).

PucyHoK 1. Y31 6ptowHon nonoctu.

Ha 0630pHOI peHTreHOrpamme xmuBoTa — 6e3 na-
TONOrNYECKNX YPOBHeil, CBOBOAHOIO ra3a B GPIOLIHON
nonoctu. MepepacTaHyTbl NETAN KULWIEYHUKA. B nerkux
6e3 ouaroBbIx TeHei (puc. 2).

‘l

PUCYHOK 2. PeHTreHorpadus XXMBOTa M FPYAHON KNETKM



PebeHOK nepeBefieH Ha NapeHTepanbHoe NUTaHue,
Ha3HaueHa aHTMbakTepuanbHasa Tepanusa (amnuumn-
NUH, amukaumH). C AuarHosom HekpoTusnpyowui
3HTEPOKONUT? PebeHOK mepeBefeH B XMpypruueckoe
oTaeneHue.

Mpn npoBedeHUN nanapoTomMun O6HapyxeH du-
6pO3HbIN NEPUTOHNT Ha hOHe fiepBepTMKyna Mekkens
N N30NPOBAHHOTO 3aBOPOTA NOAB3A0WHON KUIIKM C
HeKpo3oM. [poBefeHa onepauns ¢ HaoXeHNeM une-
0CTOMbI.

Takum 06pa3om, AuBepTMKYN Mekkens peakon na-
TONOrMEn B MpaKTUKe Bpaya-neauarpa. B aHamHese
naumeHTa pe3koe yxyflweHue, CpbirBaHue, BANOCTD,
B3JyTWe XMBOTA, @ TAKXKe MPU3HAKM OCTPOro BoCna-
NeHnst No NabopaTopHbIM NOKa3aTensam Kposu. Takomy
nauMeHTy TpebyeTcs CpoyHasa rocnutanusauus, npo-
BefleHMe paaa WHCTPYMEHTaNbHbIX UCCNeaoBaHnin ans
noaTeepxaeHns auarHosa (Y3U, peHtreH) u cpouHas
onepaums no noBogy yaaneHus guseptukyna Mekke-
ns.

Nuteparypa:

1. M3 PO KnuHuyeckne pekomeHaauuu useptukyn Mekkens
y neten (2019).

KNUHWYECKWNIA CVYAI
CUHAPOMA BPOXXAEHHOM
LIEHTPA/IbBHON MMNOBEHTUNSALINM,
ANATHOCTUPOBAHHOIO Y PEBEHKA
B HEOHATA/IbHOM NEPUOJAE
KoccoBa A.A.

HayuHbili pykoeodumenb:
0.Mm.H., npocheccop fleamsapesa M.I.

®OTAQY BO PHUMY um. H.1. Tinporoea
FbY3 MO «MOCKOBCKMIA 06NACTHOW LIEHTP OXPaHbI
MaTepUHCTBA W JEeTCTBa»

BPOXAEHHDbIA  LLEHTPANbHbIA  TMNOBEHTUNALMOH-
Hbll cunapom (congenital central hypoventilation
syndrome, «CMHLPOM MPOKNATUA PYCANKW», CUHAPOM
YHANHbI) — OphaHHOE aAYTOCOMHO-AOMUHAHTHOE 3a-
6oneeaHne (OMIM 209880), xapakTepusylieecs
HapyWweHWem aBTOHOMHOIO KOHTPONSA [blXaHWs B OT-
CYTCTBMW HEPBHOMbILWEYHbIX, NETOUYHbIX, KAPAMONOrU-
uecknx 3aboneBaHWii UM NOPAXeHUs CTBOMA MO3ra.
BnepBble AaHHbIN cuHApom 6bin onucaH Haddad et
al. (1978) y Tpex nauueHTOB, KOTOPbIE YMepNU B nep-
Bble MecALbl XU3HK, 3aTem Stern et al. (1980) onncanu
CUHAPOM YHAMHbI Y HOBOPOXAEHHOIO Manbumka. Ha-
pylleHMe aBTOHOMHOIO KOHTPONS AbIXaHWUS NPUBOLUT
K HeafeKBaTHOMY BEHTWUNSALWOHHOMY OTBETY Ha ru-
NepKanHui 1 runokCUmMunio. [iblxaHue HopmanbHoe BO
Bpems 604pCTBOBAHMSA, HO BO BPEMS CHA Y BOMbHbIX
HABMAAETCA TMNOBEHTUNALMSA. B Hanbonee TAXENbIX
CNyyasx rMNOBEHTUNALMS Y NALMEHTOB HABMIOAAETCS
KaK BO BpeMsi CHa, Tak 1 BO BpemMs 60APCTBOBaHUS.

KnuHnueckunin cnyyvaii.

PebeHOK OT COMATUYeCKWU 340POBON XEHLIMHbI 25
NeT, OT NepBoN GepeMeHHOCTU, NMPOoTeKaBLWen B nep-
BOM 1 BTOPOM TpUMecCTpax 6e3 0CO6EHHOCTel, B TPETb-
eM TpumecTpe — C Yrpo3on npepbiBaHus. Ha cpoke
rectaumm 20 Hegenb Mo AaHHbIM YNbTPa3BYKOBOroO
(Y3M) ckpuHMHra 3anofio3peHa aTpesus MuueBoaa C
TPaxeonuuieBOAHbIM CBULLEM. Poabl NMpexaeBpemeH-
Hble Ha 34 Heflene recrauuu, onepatuBHble. OLEHKa
no wkane APGAR 4/5/6 6annoB. Macca Tena pe6eHka
2145 1, annHa Tena 48 cm. MNpu poxaeHUN TAXECTb Knu-
HWYECKOro COCTOSIHWUA 06YCNOBNEHA AbIXaTeNbHOW He-
AOCTaTOYHOCTbI. Pe6EHOK MHTY6UPOBaH B POANIBHOM
3ane, nepeseaeH Ha WBJ1, c cBA3K C apTepuanbHoii ru-
MOTEH3MEeN Ha3HAUYeHa KapaMoTOHNYecKas NofaaepxKa
(momamuH 5 mkr\kr\u) ¢ nocteneHHoON OTMeHON nocne
yNyylWeHns COCTOsIHMA. B HeBponormyeckom cratyce
OTMEeuUancs CUHOPOM YrHeTeHWs. ATpesus nuuiesoga
He NOoATBEPXAEHA.

B BO3pacTe 4 CyTOK XM3HU pebeHOK 6bln nepese-
AeH B OTgeneHne peaHUmauun 1 MHTEHCMBHOW Tepa-
NMUN HOBOPOXIEHHbIX (OPUTH) «MoCKOBCKOIO LeHTpa
OXpaHbl MaTepuHCTBa 1 aetcTsa» (MOLIOMA). Mpw no-
CTYNNEHNUN COCTOSAHME TSHXKEeNoe 3a CUET AblXaTenbHOM
He[0oCTaTOUYHOCTW, pecnupaTopHas NojaepKa MeTo-
nom UBJ1. B HeBpONOrnyeckom cratyce CMHAPOM yrHe-
TEHUSA, KNMHUYECKUX CYAOPOr HeT. KoXHble MOKPOBbI
WKTEPUUHbI, MUKPOLMUPKYNALNA YO0BNETBOPUTESNIbHASA.
Mpw ayckynbTauun gbixaHne ocnabneHHoe Besnkynap-
HO€, NPOBOAUTCA BO BCE OTAENbl, BMAXHbIE MenKony-
3blpuaTtble XpUnbl, MPU CAHALUN BEPXHUX AbIXaTeNbHbIX
nyTel 13 MHTYBALMOHHON TPYOKM NONyYeHa CNnm3ncTas
MOKpPOTa B 60/bWOM KONuyecTse. leMogMHamMmka cra-
6unbHa. Mo )KenyaouHoOMy 30HAY — OTAensemoe ¢
NPOXUNKamu 3eneHn. XXMBOT B3AYT, NepuUCTanbTka He
BblCnywmBaeTca. CTyna npu ocmoTpe He 6bino. Mono-
Bble OpraHbl chOpMMPOBaHbI NPABUAbHO MO XEHCKOMY
Tiny. Inypes foCTaTouHbIN.

Mo AaHHbIM 06LUEro aHanu3a KPoBM BbIABMEH Neil-
kouuto3 (18x10°/n), TpomboumToneHus (66x10°/n.). B
LLeNOM, TAXECTb COCTOAHUA pebeHKa Ha MOMEHT ne-
pesog B OPUTH 6bina 06ycnoBneHa TeYeHMEM HEOHA-
Ta/IbHOW NHeBMOHUK 1 HIK 2 ctaguu.

Ha c¢oHe npoBoaumon Tepanun spneHus HIK u
MHEBMOHMK 6bIMN KynupoBaHbl. B cBA3M C ynyuwe-
HUem COCTOAHUA NpeanpuUHUMannCb HeOOHOKpaTHble
MoONMbITKM nepeBoda pebeHka HAa ManoMHBA3WBHYIO
BEHTUNIALMIO, OfHAKO Yepe3 15-20 yacos HabOAANOCh
CTepeoTUnHaa oTpuuaTenbHas AMHAMUKA KIUHUYe-
CKOTO COCTOSIHMA 3@ CYET HapacCTaHWA [blXaTe/bHOW
He[0CTaTOYHOCTN Ha (hOHEe HApPACTAKLLEN MbIlEYHON
rMNOTOHWK, Pa3BUTUE U HApacTaHue pecrnupaTopHoOro
auMao3a M BOSHWKHOBEHMSA MYyOOKOro amnHo3, 3a Yem
CnenoBan NOBTOPHbIN NepeBog Ha VBJ1. B TeueHune cne-
AVIOLWMX ABYX Hefenb 6b110 NpeanpuHaTo 5 6e3ycnelw-
HbIX NOMbITOK NepeBofa pebeHka Ha CAaMOCTOATENbHOE
AbixaHue. Kpome HapacTaHusa cnabocTu fbixaTeNbHOM
MYCKyNaTypbl UHble NMPUUKHbI AbIXaTebHOW HefoCTa-
TOYHOCTU BbINN UCKNIOUYEHDI, UTO CTANO OCHOBOW ANA

1"


https://omim.org/entry/209880?search=congenital%20central%20hypoventilation%20syndrome&amp;highlight=(central|exchange)%20(syndrome|syndromic)%20congenital%20hypoventilation
https://omim.org/entry/209880?search=congenital%20central%20hypoventilation%20syndrome&amp;highlight=(central|exchange)%20(syndrome|syndromic)%20congenital%20hypoventilation
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nposefeHna  auddepeHLManbHO-1MarHoCTUYECKO-
ro noucka opaHHbIX, B TOM UNCNE, HACNEACTBEHHbIX
HEPBHO-MbILIEYHbIX, 3a60NEBaHUN.

MpoBeaeHO KOMMIEKCHOE KNUHMKO-NabopaTopHoe
1 UHCTPYMeHTanbHoe o6cnegoBaHue. Mo gaHHbim HCM
Ha 15 CYTKWN XWU3HW onpelenanncb NpPU3Haku CTPYK-
TYPHOI HE3PENOCTN B BUAE YMEPEHHOIO OfHOPOLHOIO
MOBbIWEHUA 3XOTEHHOCTU MEePUBEHTPUKYNAPHBIX 30H,
BM3yanu3aunMy NonocTu MPO3PayHON MNEeperopoaku.
Y31 Tumyca — 6€3 natonornu. INeKTpoHenpomMmorpa-
tusa (3HMT) Ha 19 CyTKM KN3HU-AKCOHOLEMULNNHU3N-
pyloLLne U3MEHEeHMA NEerkon CTENEHN BbIPaXEHHOCTH,
BEPOATHO 3a CYET 33[ePXKN MUENTMHU3ALMMN HepBbIX
BOJIOKOH. TeKyLlero AeHepBaLMOHHOro npouecca He
BbifiBNeHo. MPT ronoBHOro mo3sra Ha 18 CyTKM Xu3-
HW — CTPYKTYpbl FONOBHOMO MO3ra COPMUPOBAHDI
MPaBUbHO, LLepebpanbHbIX AUCTEHE3NN U KNUHUYECKN
3HQUNUMbIX CTPYKTYPHbIX MU3MEHEHUN He BbiiBNeHO. Mu-
HUMarbHOE pacliMpeHrie HAPYXHbIX TMKBOPHbIX NPo-
CTPAHCTB MO OTKPbITOMY TUMY.

AHanN3 KpoBM METOAOM TaHAEMHOW MacC-CNeKTpo-
METPUN Ha HaCNeacCTBEHHble 60Ne3HN 0bMeHa — amu-
HoauuaonaTuK, opraHuyeckne auuaypuu, aedexrob
MUTOXOHAPWNANbHOIO 6eTa-0KNCNeHNA UCKTIOYEHbI.

AHTMUTENna K aueTuIXoNUHOBbIM peuenTopam n CKe-
NETHbIX MblWLAX — OTPUL.ATENbHbI.

CeneKTUBHbIN CKPUHWUHT — KOHLEHTpauusa FGF - 21
B Mnasme KpoBu — 6onee 4000 Nr/mn, UTO MOXET CO-
OTBETCTBOBATb MWTOXOHAPMANbHbIM 3a60NEBAHMAM U
HapyLWEeHMAM XIUPOBOIO 1 YyrneBogHOro obmMeHa.

[na yTOuHeHWs AMarHosa nocne KOHCynbTauum ¢
reHEeTMKOM 1 HEBPONOToM POCCMIACKOI [ETCKON pecny-
BNUKAHCKON KnuHnueckol 6onbHuubl (POKB), andde-
PeHUManbHO ANArHOCTUYECKWIA MOUCK NPOBOAMNCA B
cneayowWwmx rpynnax 3a6onesaHuit:

1) rMUKoreHos3bI;

2) MUTOXOHApPUAnbHble 3a60M1eBaHNS;

3) BPOXKAEHHbIA LEHTPANbHbIA TUNOBEHTUNALMOH-

HbI CUHAPOM;

4) cuHapom dauno-NoHru.

Mo pesynbTaTam reHeTUYeCKoro aHanusa BbiIBNEH
GCN nostop B reHe PHOX2B, uto noagresepanno anarHo3
BpoXaeHHOro LeHTPanbHOr0 rMNOBEHTUNALUOHHOIO
CrHApoma. B Bo3pacTe 3 mecsauEeB XNU3HN pebeHOK 6bin
nepesefeH B OIbY «HaumoHanbHbIn MEANLIMHCKIIA UC-
cnenoBaTenbCKuin LeHTP MM, B.A. Anma3oBa» MuH3apa-
Ba Poccum ns peLleHmns Bonpoca 0 NOCTaHOBKE CTUMY-
naTopa agnadparmanbHbiX HEPBOB.
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KNNHWYECKWIA CNTYYAI
HECOBEPLLEHHOIO OCTEOTEHE3A

JleHucoBa A.A., BopoBKuH H.B.,
Co6onexkosa B.C., ®epopos C.I0.

HayuHbie pykosodumenu:
Cobonenkosa Bukmopus CepzeegHa, K.M.H. 00ueHm
Kaghedpbi nponedesmuku 6HympeHHUX 6onesHel;
®edopoe Cepeeli IOpbeauy, K.M.H. doueHm kaghedpbl
MonuknuHuyeckas meduyuHa

TYNbCKNM rOCYAAPCTBEHHBIN YHUBEPCUTET
MeauUMHCKUIA UHCTUTYT
Kaenpa nponefeBTUKY BHYTPEHHUX BonesHen
Y3 «lopofckas KnnHuyeckas 60nbHNLA CKOPOW
MeguLMHCKOW nomoLwy um. [.9. BaHbiKMHa»

AKTYanbHOCTb. HeCOBEPLIEHHbI OCTEOreHe3 npef-
CTaBnseT co60i peaKoe HacneacTBeHHOe 3a6oneBaHune
COeAMHUTENbHON TKAHU M CKeneTa, XapaKTepusyolle-
ecsl MOBbILEHHOW NOMKOCTbIO KOCTel, fedopmaumnen
CKeneTa, HW3KUM POCTOM, aHOManuen AeHTUHa. Pac-
MPOCTPAHEHHOCTb MATOMOIMKU B Pa3NUUHbIX CTPaHax
mMupa coctasnser 6-7 cnyyaes Ha 100 000 HoBopo-
XIOEHHBIX. B 06LEPOCCUCKU PErUCTP NALMEHTOB C
HECOBEPLIEHHbIM OCTEOreHe30M BK/IOUEHO OMucaHne
650 cnyJaeB, U3 KOTOPbIX 421 — y AeTen.

OnucaHue knuHuueckoro cnyuas. MauveHt T.C,
15 neT, noctynun B [eTcKoe opToneno-TpaBmaTosno-
rmyeckoe otgeneHue Y3 «lopofckas KnuHuueckas
60NbHMLA CKOPOI MeanLMHCKON nomoly um. A.9. Ba-
HbIKMHAY», C Xanobamu Ha 6onu B 06macT rPyAHOro
OTAena NOo3BOHOYHWKA, Nepuoguueckue 6onm nocne
X0Abbbl B MKPOHOXHbIX MbIWLAX. [laHHble Xanobbl
6ecnoKoAT OKOMO MOMyrofa, B CBA3M C UeM NeguaTpom
Mo MEeCTY XWUTEeNbCTBA HaMNpaBsfieH Ha KOHCYNbTaLMio K
opTonegy-TpaBMaTonory, rocnutanu3nposaH. 3 aHa-
MHe3a (cobpaH cO CnoB Matepu): nepsbil pebeHoK
B cembe (Bcero umeer &4 fetent), oT | 6epeMeHHOCTU
(Teuenue dusnonornueckoe), | pogos (B cpok, uepes
eCTeCTBeHHble pofioBble NyTu). /10 5-NeTHero Bo3pacta
poc 1 pa3BuBancs — 6e3 ocobeHHocTel. Mocne 5 net
nepeHec 35 NepenioMOB BEPXHUX U HMKHUX KOHEUHO-
CTel, KOMMPECCUOHHbIX NepenomMoB NO3BOHOYHNKKa. 13
nepeHeceHHbIx 3abonesaHuii — OPBU fo 8 pa3 B rog,
OCTPbIN GPOHXMT. HacneacTBEHHOCTb W anneproaHa-
MHE3: He OTArOLEHbI. B oTAeNeHnn nNpu 0CMOTpe Bbl-
ABNATCA AedmunT Beca M pocTa, gecdhopmauun cton
W TPYAHOW KNETKWU; 60Ne3HEHHOCTb NO3BOHOYHUKA W
OrpaHuyeHne ero NOLBWXHOCTU. Ha peHTreHonornye-
CKUX CHMMKaX NO3BOHOYHWKA OMpefensierca usmeHe-
Hie Ten rPyAHbIX U NOACHMYHBIX N03BOHKOB (Th6-L3). B
KNMHNYECKUX aHANN3aX KPOBM M MOUM — 6€3 N3MeHe-
HWit; 0TMeuaeTca runepdocdatemus, rMNOKanuemus,
BblpaXKeHHbIN AeUUUT rMAPOCKNBUTAMMHA D, NoBblI-
LieHue weno4Hoii hocdatasbl. B otneneHmn nposeae-
HO Cnegytollee nevyeHune: Xectkas KpoBaTb, HOLeHUe
KopceTa, dhm3nonpoueaypsl, npenaparbl BUTamuHa D un
KanblUnsi B BO3PACTHbIX A03MPOBKaX, NOCE Yero 60u
B WKPOHOXHbIX MblILILAX 3HAUUTENIBHO YMEHbLUUAMNCD.
3anofo3peHo TeueHe HeCOBEPLUEHHOr0 0CTeoreHesa.



bonbHon HanpaeneH B PKB, anarHo3 B nocneaylowem
noLTBEPAMNICA.

06cyxpaeHne. Takum 06pa3om, NPUBEAEHHDIN Bbile
KMUHWYECKMA Clydan AeMOHCTPUPYET HECBOEBPEMEH-
HYK [MArHOCTUKY HECOBEPLIEHHOro OCTeoreHesa, B
pe3ynbTate uero pe6eHoK B TeueHMe HeCKONMbKUX neT
He WMen BO3MOXHOCTW MOMYYUTb Creuuanu3npoBaH-
HYI0 MOMOLLb.

3aknoueHne. HecoBeplieHHbI oOCTeoreHes, 60-
Ne3Hb «XPYCTanbHOro yenoseka» unn 6onesHb f106-
WwTenHa-Bponnka — 310 reHeTnueckoe 3aboneBaHne
CKeneTa U COeANHNUTENbHON TKaHW, XapaKTepHOU 0Co-
GEHHOCTbI0O KOTOPOrO SIBMSIETCS HANMune NepenomoB
KocTei. NO3AHAN ANArHOCTMKA N HECBOEBPEMEHHO Ha-
uaToe fMeyeHne NPUBOAAT K PAHHEN WHBANMLM3ALMH
nauneHta. Lenbio neyeHuss HeCOBEPLUEHHOIO OCTEO-
reHesa fBMSETCA YNy4YlleHNEe MIUHepPanu3aLmnn KocTen,
NpegoTBpaLleHNe Pa3BUTMA NepenomoB, MAKCUMANb-
HO BO3MOXXHOE BOCCTAHOBAEHME TPYAOCNOCOOHOCTU U
yNyyleHne KAuyecTBa XU3HW. NPUMEHSETCA XUPYPru-
ueckoe neveHune nepenomos, octeocuHTes, NIOK, du-
3uoTepanus. MeAnKameHTO3HOE feUeHue BKKYAET
Ha3HayeHue 6GuocthoHaToB, FOPMOHA POCTa, Npena-
paToB KanbLusa U BUTaMUHA [, NeUeHne OCNOXHEHNN.
Pa3pabaTbiBatoTcs METOLbI FEHHOU Tepanuu.

KNUHWYECKUI CNTYUARN
CUHAPOMA JIE MOPCbE
fynuesa C.M., llentoxuHa A.O.

HayuyHbili pykosodumenb:
0.M.H., npoch. fleemapéea Mapus lpuzopbesHa

Kaenpa HeoHaTtonoruu OAMNO
PHUMY nm. H.W. Tnporosa

Cunapom Jle Mopcbe (De Morsier) BKntouaer B cebs
rMnonnasnto 3puTenbHOro HepBa B COYETAHWUW C OT-
cyTcTBMEM/runonnasneil Npo3pauyHoil Neperopoakm,
rmnonnasven MO30MIMCTOr0 Tena U runodM3apHoi
ancdyHKumen. Mpyu 3ToM 06NUraTHLIM NMPU3HAKOM §IB-
NAETCA rMnonnasmns 3puTeNnbHOro HEPBA, TOrAA Kak Bbl-
wenepeyncneHHble LepebpasnbHble LUCTEHE3NN MOTYT
BCTPeuaTbCA B Pa3NNyHbIX COUeTaHMAX. BnepBble na-
UMeHTa C runonnasnen 3puTenbHOr0 HepBa onucan
Pus3 (Reeves) B 1941 rogy. TepMUH «CenToonTMYECKas
aucnnasua» [le Mopcbe BBEN B 1956 rofy, onucas rpyn-
My NaLWEHTOB CO CXOAHBIMU KNUHWUYECKUMU NpOosiBNe-
HuAMKN. Kaxabll NauueHT ¢ CenTOONTUYECKOW aucnna-
3nen (CO/) C HauanbHLIMKU NPOABNEHNUAMN CUHAPOMA
B paHHeM AeTCTBe, NPeacTaBAseT Ana Bpaven-cneyna-
NINCTOB MHOXECTBO NOBOAOB /15 PA3MblLUNEHUS.

MpocnekTuBHOEe HabnioaeHne 3a nauneHtom O.I
NPOBOANNOCH HA MPOTAKEHNU 4-X NET XKU3HU, U Npo-
JOMKAETCA B HACTOALLEE BPEMS.

Pe6EHOK OT NepBoi 6epeMeHHOCTU Y COMATUUECKN
3[0POBO XeHLLMHbI 21 rOAa, C HEOTATOWEHHbIM aKy-
LIEePCKO-TUHEKONOMMYECKUM aHAaMHe30M, NpPOTeKaB-
wen 6e3 0CNoXHEHUN. Poabl CPOUHbIE, CAMOCTOATENb-
Hble, Macca Tefla pebeHka 3220 r, pocT 52 ¢m, oueHKa no

wkane APGAR 7/8 6annoB. B Bo3pacTe 2 CYTOK XU3HU
pe6EHOK onepupoBaH NO NOBOAY aTPe3nu NULLEBOAa,
ANCTanbHOro TpaxeonwuiLeBOAHOIO CBULLA, nocneone-
PaLMOHHbIN Nepuop npoTekan 6e3 ocnoxHeHui. Mpu
NPOBeAEeHUN KOMMNIEKCHOTO KNMHUKO-NHCTPYMeHTanb-
HOro 06CnefoBaHns ApYron NaTtonoriu BHYTPEHHUX
OpraHoB W CUCTEM BbISIBNEHO He 6bIno, 1 B BO3pacTe 2
Hefenb XU3HN pebeHOK 6bin BbINMCAH M3 6ONMbHULbI B
YOOB/ETBOPUTENIBHOM COCTOSHUN.

BnepBsble xanobbl Ha OTCyTCTBME hMKCaLUmK B3rnaga
1 MPOCNEXMBAHNS 32 NPEAMETaMU, PA3MALLNCTbINA FOpU-
30HTANbHbIN HACTArM, CXOAALLEECS KOCornasune poaute-
nu npepbasBunK B Bo3pacrte 1,5 mecaues. Mpu ocmoTpe
0()TanbmMoNOromM BbISIBNEHA BbIPAXEHHAs runonnasus
ANCKa 3pUTENbHOTO HepBa C 06enx CTOpPoH. MNpu nccne-
[I0BAaHMMN 3pUTENbHBIX BbI3BAHHbIX MoTeHuuanos (3BM)
Ha BCMbIWKY W WAXMaTHbI NATTEPH OCTPOTA 3peHus
onpegeneHa Ha ypoBHe cBeToolylleHus. nddepeH-
LMANbHYIO AMArHOCTUKY NPOBOAUNMN MEXAy U301Mpo-
BaHHOW MATONOrMen 3pUTENbHbIX MPOBOAALMX MyTen,
BPOXAEHHBIM HUCTArMOM, IMa3Hon hopMoii anbbuHN3-
Ma, amoBpo3om fle6epa (Leber's congenital amaurosis,
LCA).. O6cnenosaHme BKNouano nposeaexune 3BIM B au-
Hamuke, akcnepTtHyto HCI, a 3atem MPT ronosHoro mos-
ra, OCMOTP W reHeTuueckoe obcnefosaHue. Mo AaHHbIM
HelpoBKU3yanu3aumnm 6Gbina BbiSBNEHA areHesns npo-
3payHom neperopofkn. AMaBpo3 Jlebepa n anbbuHM3M
ObIIM UCKNIOYEHDBI. YCTAHOBIEH AMarHo3: «CMHAPOM e
Mopcbe. CentoxmasmanbHas gucnnasus. CoctosHue no-
Cfle onepaLmu nNo noBogy aTpesnu nuLLeBofar.

B TeueHMe NepBOro roaa XW3HuW B HeBponoruye-
CKOM CTaTyce B [BUraTeNbHOM cepe COXpaHAnach
ymepeHHas 06las MblleyHas TMMNOTOHWS B COYeTa-
HUM C HOPMaNbHOW ANHAMUKOW PeayKunu pednekcos
CMMHANBHOTO 1 OPaNbHOTO aBTOMATU3MA, CPEAHEN XN~
BOCTM CYXOXMNbHbIMM pedriekcamu 1 OTCYTCTBMEM Ma-
TONOrMYecknx pednekcoB. OTMeYanacb HopmanbHas
AVHAMMKA NCUXNYECKOTO U PeYeBOro pa3BuUTUs, U TeM-
noBas 3afiepXKa CTaTo-MOTOPHOTO Pa3BUTUSA B NEPBOM
MONYroANM XWU3HW, C MOCAeayoLel HopManu3aLumen
BO BTOPOM nonyroaun. B panbHelilem ncuxmyeckoe,
peyeBoe W CTaTO-MOTOPHOE Pa3BUTME COOTBETCTBYIOT
Bo3pacty. GopMUpOBaHME GMOINEKTPUUECKON AKTUB-
HOCTW FOMIOBHOTO MO3ra MO AaHHbIM 3NeKTpo3HLeda-
norpacum B AUHaMMKe COOTBETCTBOBA/O BO3PACTY, Na-
TONOTMYECKUX BUAOB aKTUBHOCTM HE OTMEYANoCh, UTo
no3Bonsno 6e3 orpaHMUYEHN i NPOBOAUTL TEPANUIO MO
pekomMeHAauumu ogtanbmMonora.

Ha doHe guMHamuueckoro HabnwogeHma n odTanb-
MONOTNYECKoro neuvenus (3nekTpo-, nasepo-cTumy-
NALMA 3pUTENbHOTO HepBa) Mo AaHHbIM 3BM B AuUHa-
MUKe K BO3pacTy 6 MecC. XU3HU, OTMEUEHO MosABeHne
CnabblX YCTONUMBbLIX OTBETOB Ha BCMbIWKY CBeTa. Mpu
AanbHenWeM Ha6NIoAeHUn OTMeYaeTca MeAneHHas
MONOXMUTENbHAA JUHAMWUKA aMNNIUTYAbl U NATEHTHOCTY
KOMNOHeHTOB 3BI1, coxpaHAeTCA CHUXeHWe OCTPOTh
3peHus, O4HAKO LBETOBOE U NMpeaMeTHOe 3peHue co-
XpaHHbl. OTMeYaeTcs BTOPUYHOE CxofsLieecs Kocorna-
3Me, HYXAAETCA B NOCTOSHHOM OYKOBOM KOPPEKLIUK.
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Bo BTOpOM monyroguu Xu3Hu OTMEUYeHO 3amepse-
Hune Ha6opa MacCcCbl Tena npu Hopmaanoﬁ AOWHaMKnKe
POCTOBbIX I'IOKa3aT€‘I'IEI7I, qJI/I3VILIeCKO€‘ pa3BuTne K B03-
pacty 1 roa oLeHWBaNoCb Kak cpegHee, ANCrapMoHUY-
Hoe C LI,ECbI/ILI,I/ITOM Maccbl B npefenax 1 curmanbHoro
OTK/IOHEHNA.

Bo BTOpOM rogy Xu3Hu 06pawano Ha cebs BHUMa-
HUe OTCTaBaHNe TeMNoB PocTa (CKOPOCTb POCTa COCTAB-
nana 12,3 cm/roa, AeuLMT COCTaBAAN 1,5 CUTMANbHbIX
OTKNOHeHnsa). Tpu  WUCCNeaoBaHW  FOPMOHANbHOTO
CTaTyca No PEKOMEHAALMMW 3HLOKPUHOMONA, YPOBEHb
KOpPTU301a M TUPEOUAHbIX TOPMOHOB COOTBETCTBOBAN
Hopme, UDP (nHcynnHonofo6Hbil haktop pocTa)-16,8
Hr/mn. MpoBoaunacb KOHCepBaTUBHasA Tepanus, 06-
CnefoBaHue B AUHAMUKeE.

K BO3pacTy 4-X NeT B KNUMHUUECKON KapTUHE AOMM-
HUPYIOT 3HAOKPUHHbIE HAPYLIEHMS B BUAE 3aJEPXKU
pocTa (pocT 94 cm, macca 13,25 Kr, CKOPOCTb pocTa=5 cm/
rofl, AeULNT COCTABASAN 2 CUTMANbHbIX OTKNOHEHUS).
KOCTHbIN BO3PacT COOTBETCTBYET 12-18 Mec.

Mo gaHHbIm MPT ronoBHOro mo3ra B AMHaMuUKe B
BO3paCTe UETbIPEX NET BbIABNEHO 0ObEAUHEHUE ne-
penHUX poros 60KOBOTO XeNnyaoukKa, Npyu HoOpManbHON
andhepeHLMpoBKe Kopbl 1 6€N10ro BeLecTsa ronos-
HOro mMo3ra. [laHHas KapTUHa B COMETAHUM C FUMONNA-
31en CBOfAA M KOMeHa MO30AUCTOrO Tena OTMevaeTcs
NpuW runonnasnu/areHe3nn Npo3payHoii Neperopoakm,
UTO B COUETAHMMU C rMNONNasuneil 3pUTENLHOIO HEpPBa
3afHen Jonu runodm3a COOTBETCTBYET CUHAPOMY fe
Mopcbe.

Takum 06pa3om, NpPeAcTaBNeHHOE KAMHUYECKOe
HabnlofeHne MNNKCTPUPYET TUMUUHYIO KAPTUHY AaH-
HOro opchaHHoro 3a6onesaHus (OMIM 182230), rae co-
UeTaeTCsA MATONOMNA 3PUTENbHbLIX NMPOBOAALLMX MyTeN,
MPT-KkapTUHa areHe3uu MpPoO3pPAYHOM MEPErOPOAKH
nepefHUX OTAEN0B MO30/NCTOrO Tefla U IHAOKPUHHbIE
HapyleHunsa, CTeneHb BbIPaXEHHOCTN KOTOPbIX C BO3-
pacTom ycyryonserca, U onpeaensiet KNUHUYECKy Ts-
XeCTb COCTOSHUA NaLMeHTa. B HacTosiLLee Bpems pebe-
HOK MPOXOAMT 3HAOKPUHONOrMYECKoe 06CneaoBaHue
ONA onpefeneHns AanbHellen TaKTUKLN TEUEHUA.
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KnIIIHIIIlIECKIlIIZI CNYYAIN PEBEHKA _
C KNACCUYECKOWN FOMOLNICTUHYPUEN
Oununnosa A.A.

HayuHbili pykosodumens: LLjedepkuHa U.O.
3a6. Heepono2uyecKko20 omaeneHus
KOHCYNbmamueHo-0ua2HoCcmu4ecKo20 yeHmpa
MArKb, K.M.H.

PaboTa 6bina NpoBefeHa Ha base
[BY3 «Mopo3osckasa AMKb A3M»

BeepgeHue:  [OMOUWCTUHYPUSA — HACNEACTBEHHOE,
AyTOCOMHO-peLeccBHOe 3abonesaHue M3  rpynnbl
aMUHOALMAONATUI, 06YCNOBNEHHOE MYTAaLUUAMM FeHa,
Kogupytowero (epmeHT LMUCTAaTUOHCMHTA3a. Bcnep-
CTBME HEAOCTaTOYHOCTM LMCTAaTWOHCUHTA3bl Hapywa-
eTcs LMK Npeobpa3oBaHms METUOHMHA. B pe3ynbTate
MOBbIWAETCA YPOBEHb METUOHWHA W FOMOLMCTENHA B
CbIBOPOTKE KPOBMW, NOSBASETCS FOMOLMUCTUH B KPOBMU,
KOTOpbIN 06pa3yeT HEKPOTUYECKWU [ereHepaTUBHbIE
YYaCTKM B MOYKax, Ceie3eHke, CIN3MCTbIX 060M10UKaX,
noBpexaas COCYAUCTYI0 CTEHKY M CTUMYNMPYS TPOM-
6006pazoBaHue. Takxke U3MeHAETCs 06MeH CoefnHu-
Te/IbHOW TKAHMW.

Pasnuuator B6-3aBUCUMYI0 W B6-pe3nCTeHTHYIO
thopmbl 3a6oneBaHuA. B KNMHUYECKON KapTUHe npe-
0613aal0T YMCTBEHHAS OTCTANOCTb C HOPMUPOBAHNEM
0YaroBOW HEBPOMOMNUYECKON CUMMNTOMATMKM, IKTOMNS
XpYyCTanuka, CKeneTHble aedopmauuu, TpomM603IM60-
NN 1 KapAWOBACKyNsipHasA NaTonorus, XapakTepHbl
TaKkkKe (EeHOTUNNYECKNe OCOBEHHOCTM, T.K. [LaHHble
MaLMeHTbl YacTo HAbNIOAAKTCA C AUCNNa3nen coeau-
HUTENbHOW TKaHW. AN 3a60MeBaHusA XapakTepHbl No-
nmmopdu3mM 1 NPOrpeaneHTHOCTb TeUEHMS.

AKTYanbHOCTb TEMbI CBSI3aHa C TeM, YTO JaHHOe 3a-
6oneBaHne He0HXOAMMO NPABUBHO U CBOEBPEMEHHO
ANArHOCTMPOBATb, T.K. TOMOLMCTUHYPUS OTHOCKTCA K
KN3HEYTPOXAKLWMM, PeAKM 3a60neBaHUAM, NpuUBO-
ASLWNAM K COKPALLEHNIO NPOLOMKNTENBHOCTY XU3HU U
WHBANIMAHOCTMW.

KnuHuyeckuin cnyyan: NaumeHt M., 13 net. Xano6bl
Ha roNOBOKPY)XEHMWe, FON0BHY0 60Mb, WATKOCTb NO-
XO[ KM, Kocornasue, noBefeHyYeckne HapyLweHus.

B 5 neTy pebeHka 0TMeYanocCb HapyleHne 3peHns
(CHMXeHMe 0CTPOTbI 3peHna 40 -15 AMONTPUR), BbIABU-
nun mukpocdepodaknto oboux rmas. MposognnmMch He-
OJHOKpaTHble onepaTuBHble BMellaTenbcTtea B HMUL,
rnasHbix 6onesHen um. fenbmronbla. 27.0819 Haxo-
JUNCA HA NMaHOBOW rOCNUTaNM3auuMm B OTOENEeHWK
odranbmonorum MACKb gns nposegeHus onepaTus-
HOro neyeHusa skcnnaHtauuu NOJ ¢ neBon CTOPOHDI,
nepegHen BuTpaktommusa. 09.09.19 NoABMAKUCH CUbHAA
ronoBHas 60/b, FONOBOKPYXEHME, WATKOCTb MOXOAKM.
OcmoTpeH HeBPOSIOroM: COCTOSIHME TAXenoe, Kocorna-
3une cxopdaweecs OU, aBMKeHNS MasHbix A6N0K orpa-
HUueHbl, Anu3apTpus. Mpoba bappe nonoxutenbHas
cnpaBa, B NpaBoOi pyke cuna CHWxeHa Ao 36., B npa-
BOMW Hore A0 4 6annoB. 3anogo3peHo OHMK B 6acceii-
He nesoil CMA.



Ha MPT 6biiin BbiSIBNEHbI CTPYKTYPHbIE U3MEHEHNS
NeBOro MOMEPeYHoro W MPOJONbHOIO CUHYCOB, 06-
YCNOBMEHHble TPOM6030OM, W pacliMpeHne npaBoro
nonepeyHoro cMHyca. BeHo3HbIN MHGApPKT mo3ra. Ha
Koarynorpamme — roBbllleHre YpoBHA rOMOLMCTENHA
[0 128,32 MKMOfb/ .

Pe6eHoK 6bin nepesegeH B OPUT, HauaTa renapuHo-
Tepanua 18 EA/Kr. INA UCKNIOUEHNA BOCNANUTENbHOTO
npouecca LIHC npoBoannach niombanbHas NyHKLKs, HO
naTonorun He 6bINO BbISBNEHO. Ha cneayiolwun feHb
6biN OTMEUEH reHepanM30BaHHbI TOHUKO-KNOHNYe-
CKUIA CY[OPOXHbIN NPUCTYN, KyNMPOBaH BBELEHUEM
penaHnyma. Ha KT ronoBHOro mo3ra kaptuHa Tpom603a
MpaBoro nonepeyHoro, CUrMoOBMAHOTO CUMHYCOB, Npa-
BOMW BHYTPEHHEN APEMHON BeHbl, CAaruTTaNbHOIO CUHY-
Ca C pacnpocTpaHeHnem Ha NOBEPXHOCTHbIE BeHbI. 10
AaHHbIM TAaHAEMHOMN MACC-CMEKTPOMETPUN METUOHUH B
npegenax Hopmbl.

Y pe6eHKa yCTAaHOBNEH [MAarHo3: Tpom603 BEHO3-
HbIX CHYCOB rO/I0BHOIO MO3ra (CarmTTanbHOro Ha BCem
MPOTAXKEHNHN, MONEPEUYHOr0 U CUTMOBMAHOIO CpaBsa).
Tpom603 BHYTPEHHEN NpaBOi SPEMHON BeHbl. BeHo3-
HbIN MHApKT mo3ra. TeTpanapes D>S. OU

Cxopslleecs COAPYXKECTBEHHOE anbTepHUpyLLee
NOCTOSIHHOE BTOPUYHOE Kocornasune. OD Cybniokcaums
Non. OU Aptudakus. Hauata HU3KOGENKOBAs AMETa,
npoTuBOCYAOPOXHasA Tepanua — Jlesetupaueram 10
Mr/Kr 2 pasa B CyTKM B/B KanenbHO, BUTaMUHOTEpA-
nus — BUTaMUH B6 200 mr B/B.

17.09.19 nepeBefeH B OTAeNneHWe rematonorum ang
MPOAOMKEHNA 06CNef0BaHNA W NeveHuss TpoMb6030B.
Ha c¢oHe npoBoaumon Tepanuu oOTMeuanacb Mono-
XUTeNbHast AWHAMMUKA — CHUXXEHMEe TrOMOLUCTEMHA
23.09.19 0o 23,77 MKkMonb/ n. Mo gaHHbiM MPT ronoBHoro
mo3ra ot 28.09.19. Habntoganacb NONOXUTENbHAA AUHA-
MWKa B BUAe perpecca paHee onuCaHHOMo CUHYC TPOM-
603a. Ho coxpaHanucb (PparMeHTbl TPOMOOTUYECKUX
Macc No Xo4y BOBNEUYEHHbIX CUHYCOB C NPU3HAKaMM Ha-
pyLleHnsa KpOBOTOKA. Ha koarynorpamme romoLmcTenH
cHu3unca go 15,8 mkMonb/ .

MpoBefeHO MeAUKO-TeHeTUYECKoe unccnefoBaHne
MOWCK MyTauun B reHe CBS Ha HacnencTBeHHble me-
Tabonuueckne 3abonesaHusi, B pe3ynbrate KOTOPOro
onpeaeneHa MUCCEHC 3aMeHa B reTepo3nUroTHOM (o-
CTOSIHUM B 5 3K30He reHa CBS. [laHHaa 3ameHa onncaHa
B MeXayHapoaHON 6a3e Kak natoreHHas. U Takxe Hoc-
CeHC MyTaLmMs B reTepo3UroTHOM COCTOAAHUM B 14 3K30-
He reHa CBS. [laHHas 3ameHa He OonMucaHa B MeXayHa-
POAHOW 6a3e No MyTaLMAM YeNOBEKa U He BCTPeUaeTCs
B 340POBOI MONYNALNM MO AAHHbIM 6a3bl gnomAD. Ho,
YUMTbIBas TUM HYKNEOTUAHOW 3aMeHbl, BepOATHOCTb
ee NaToreHHOCTU Benuka. Y pofHON CecTpbl Manbumnka
TaKke 6bln BbiABNEHbI NOLOOHbIE MYyTALMW W MOBbI-
LeHne romouLucTenHa. [leBouke 6 neT, Xanob HeT, Ha-
yaTa NpodmnakTrKa.

BbinucaH 3 ctaunoHapa 0410.19. loma npogonxan
MPUHUMATb AHTUKOATYNIAHTHYIO Tepanuio ganbrenapu-
HOM HaTpus 7500 Efl 2 p/a n/k, Hu3Ko6enkoBas aneTa,
BUTaMuH B12 B/m 1 p/Hea 100 mkr, ButamuH B6 250 mr

2 p/,u, ®onunesas kucnota 5 mr 2 p/u, npoTuBoCyao-
POXHYI0 Tepanuio neBeTupaLmTam no 500 mr2 p/ga.

MoBTOpHO rocnutanu3nposaH ¢ 05.02.20 no 12.02.20
B remartofiornyeckoe OTaeneHne C Lenbilo JOMOJHK-
TeNbHOr0 06CNeAoBaHNA U OLEHKU 3PHEKTUBHOCTH
Tepanuu. Mpu NOCTYNNEHUN XXano6bbl HA 60NN B HIMKHNX
oTAenax rpyaHoro otgena no3BOHOYHMKA cnesa. Ha
PEHTreHOrpadun KapTUHA MHOXECTBEHHbIX KOMMpeC-
CNOHHbBIX U3MEHEHWIA 2-3 CTeNeHMN MO3BOHKOB FPYAHOI0
1 NOSICHUYHOrO OTAENOoB Ha (hoHe ocTeonoposa. fMpa-
BOCTOPOHHMI CKONMO3 TPYLHOrO OTAENa NO3BOHOYHU-
Ka 1 cTeneHu. JIeBOCTOPOHHMIA CKOMKMO3 MOACHNYHOIO
otaena 1 ctenexu, runepnopgo3s. Mpn o6cnegoBanmu
Takxe 6blfa BbiIBNEHA TUMEProMOLUCTEMHEMUA [0
57,7 MKMonb/n. CKOppeKTUpPOBaHa J1eTa — HIU3Ko6en-
KOBas [MeTa C WCKMYEHUEM MPOAYKTOB C BbICOKUM
coflepaHnem MeTUOHWHA, NPOAOC/MKEHa pPaHHee Ha-
3HaueHHaa BUTAMUHOTEpANuA, a TaKkxe npuem nese-
TupauuTam no 500 mr 2 p/a BHYTpb, 6aknocaH no 25
MT 2 p/fi BHYTpPb, HUMecynua 100 mMr 2 p/a BHYTpb npu
6onsx.

Pe6eHOK 0T 1-7t 6epeMeHHOCTH, 1-X POAOB. bepemeH-
HOCTb MpoTekana Ha hoHe aHeMun, HENPOLIMPKYNAP-
HOW JUCTOHUMU, C YrPO30W NpepbiBaHus B 20-22 Hegenwu.
JloHOLWWEHHbIW, NPY POXAeHUM pocT 54 cm, Bec 3600 T,
no wkane Anrap 8/9 6annos. [lo 3-x neT poc u passu-
Banca HopmasnbHo. C 3-x fieT 3afiepxKa peyesoro pas-
Butua. lMpodmnakTnueckne NpuUBKUBKKW MO BO3paACTy.
TenocnoxeHue MmapdaHonogobHoe. AcTeHuueckas
KOHCTUTYLUA.

[laHHas KnuHuyeckas paboTa HaueneHa Ha Wuanio-
CTPALMIO CMOXHOCTM MOCTAHOBKM KNACCMUYECKOW ro-
MOLMCTUHYpUU. Heobxoamnmo Bceraa fepxatb JaHHbIK
AKMArHo3 B AnanasoHe Bbl6Opa Npu AaHHbIX KAKUHKYE-
CKMX NPOsABNEHUAX, T.K. CBOEBPEMEHHAs [MarHocTuka
1 NPaBUNIbHO HAuaToe fleyeHne No3BoONAeT NpPeaoTBpa-
TUTb AanbHeillee yXyalleHe COCTOAHUSA NalMeHTa.
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KNUHWYECKUI CITYUAR
FEMATONYbMOHANBHOIO CUHAPOMA
KanpaHnoBa M.C.

HayuHbii pykosodumenb:
0.m.H., npocheccop Monsakoea C.U.

Kactheapa rocnutanbHoM negmatpum
UM. akagemuka B.A. TabonuHa M@
OTAQY BO PHUMY um. H.A. Mnporosa
MwnH3apaBa Poccum

fenaTonynbMOHaNbHbIA CUHAPOM — 3TO MATONOrU-
uecKoe COCTOSIHUE, XapaKTepusyoLLeecs TpMajon: pac-
WMpeHne 1 aHFMOHEeOoreHe3 BHYTPUNErOUYHbIX COCYA0B
1 HapyleHne BeHTUNALMOHHOro-Nepdy3noHHOro co-
OTHOLWEHMSA. [INarHoCTMYeCKNe KpUTepumn renatonynb-
MOHANIbHOrO CUHAPOMA:

1. Hanuuue XpOHNYECKOTO NOPAXKEHUS MEYEHN.

2. YBennyeHns anbBeonspHO-apTepuanbHOro rpa-
JneHTa Ha 15 Mm pT. CT.

3. Hanuuue annatauuu BHYTPWUIErOYHbIX COCYAOB
npu NpoBefeHUN 2-MepHOM TPaHCTOpPaKanbHOM
KOHTPACTHON 3xokapauorpacuu (3xoKr) unm pa-
AMOU30TONHOIO CKAHMPOBAHMA C MAKpoarperu-
POBAHHbLIM aNbOYMUHOM.

KnuHuueckas KapTuUHa COMPOBOXOAETCA TaKUMU
NAaTOFTHOMOHWUYHbIMWN CMMNTOMOM, KaK OPTOAEOKCKUA
(ycmneHme r’MnokceMnun B BepTuKasbHOM I'IOI'IO)KeHI/II/I).
YnyulleHne COCTOAHMSA CBA3AHO C YCUIEHNEM KPpOBOTO-
Ka B OCHOBAHMI NETKUX MO CUON TAXKECTH.

AKTYanbHOCTb: 4aCTOTa BO3HUKHOBEHUA [aHHOrO
CMHAPOMA Y NALWEHTOB C LMPPO30M nleyeHun coctaBns-
€T OT 4 00 47%. NATUNETHAS BbXKMBAEMOCTb NaLMEHTOB
C renaTonynbMOHaNbHbIM CUHAPOMOM 6€3 TpaHCMNaH-
TaL My NeyeHn coctaBnnet 23% u 63% y naumeHToB 6e3
renaTonynbMoHanbHoOro CUHAPOMa.

Aesouka 7 net (11.01.2013 I.) C AMarHo30M BTOPUUHbIN
GUNMapHbIN LMPPO3 NedeHn. PebeHOK OT 4 GepemeH-
HOCTK, 2 CPOYHbBIX POAOB, 39 Heaenun recrauuu, nporte-
KaBlen Ha (hoHe yrpo3bl npepbiBaHus, XOMH. Macca
Tena npu poxgeHun 2950 r, anuHa Tena 52 cm, oueHka
no wkane Anrap 8/96.. NepeHeceHHble 3a60neBaHNA:
OPBW, BeTpsHas ocna. Annepruyeckuin aHamHes: He
OTATOLLEH.

AHamHe3 3aboneBaHus. PebeHOK 6OMEH C poxpge-
HWS, CO CNIOB MATepM XeNTyWHOe OKpalIMBAHNE KOX-
HbIX MOKPOBOB OTMEYaNiocb C MOMEHTA BbIMUCKN U3
poaunbHoro goma. HapactaHue enTyxu OTMEYanocb
€O 2 MecCsLa XM3HWU. B BO3pacTe 2 MecsLeB N0 3KCTPeH-
HbIM MOKa3aHWAM FOCNUTANM3MPOBAHA B OTAENEHME
MaTonorun HOBOPOXAEHHbIX C Xanobammn Ha MKTEpNY-
HOCTb KOXHbIX MOKPOBOB, 06€CLBEUYEHHbIN CTYA, NNO-
Xyl0 npubaeky B Bece. [lnarHoctupoBaHa bunuapHas
aTpesns 1 B BO3pacTe 3 MecsALEeB BbIMONHEHA NOPTO-
3HTepocTommA No Kacau, buoncms neyeHn NoaTBEPAM-
Na AuarHo3 BTOPUYHbLIA 6GUANAPHBIA LUPPO3 NeUeHu.
Mopdhonornyueckas KapTuHa COOTBETCTBYET aTpe3unu
XENUeBbIBOAALWMX NYTEN, aTpe3un XKEeNYHOro my3bl-
pa, ¢ hopmupoBaHuem 6unrmapHoro uupposa (UrA no
Knodeli 5 6annos — markas).
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HecmoTpst Ha mpoBoauMylo Tepanuto (cumnToma-
TUUYECKYI0 1 TOPMOHOTEPANMIO B TeueHne 2 MecsLeB),
y pe6eHKa COXpaHANacb XeNTYWHOCTb KOXHbIX Mo-
KPOBOB, UKTEPUUHOCTb CKAep, 06ecuBEUYEHHDbIA CTyn,
CMHAPOM LMTOMM3a, X0NecTasa, rmnoanbbymmHemus. B
TeueHne 7 NeT eXerofHo Habntoaanach B Cneumanmsu-
POBAHHOM XMUPYPrUYECKOM OTAENEHUU.

30.12.2020 r — nnaHoBas rocnuTanunsaumna B otaene-
Hue racTpo3sHTeponoruu B MegepanbHom LeHTpe. Mpu
noctynnenuu: poct 120 cm (50-75 nepueHTUnb), Bec
21 kr (50-75 nepueHTUnb).

Ousnyeckoe pa3sutne cpeaHee, rapMoOHUYHOeE.
Koxa: 6negHas, YMEPEHHO BNaXHaf, Yncras.

Buanmble cnusmctble 6negHO-poO30Bble, UKUCTbIE.
PaclumpeHHas NOAKOXHAA BEHO3HAS CETb HA KOXE XN-
BOTa M fimua. AKkpouunaHo3. UuaHo3 HocorybHoro Tpey-
ronbHuUKa. lehopmannsa nanbues B Buge 6apabaHHbIX
nanoyek, HOrTen B BUe YacoBbIX CTEKON. MeyeHb +1 cMm
13-NoA Kpas pebepHomn Ayru, NNOTHO-3NACTUYHOMN KOH-
CUCTeHLMK, 6e36one3HeHHan. Cene3eHka +3 CM 13-noj
Kpas pebepHoil ayru. OCTanbHble CUCTEMbl 6e3 na-
Tonoruu. Xanobbl: OAbIWKA, YTOMIAEMOCTb, LWAHO3,
CHWKeHNe M3nUeckoil akTUBHOCTU. [pyu NnpoBeaeHnm
MyNbCOKCMMETPUM: Niexa sat02=84%, cTos sat02=79%,
YTO rOBOPMUT 06 OPTOLEOKCMU, HANUYNN APTEPUOBEHO-
3HbIX WYHTOB. O6paLaeT HA Ce6s BHUMAHWNE TAXECTb
COCTOSIHWS, HE COOTBETCTBYIOLAS MEYEHOUHOW Heao-
CTAaTOYHOCTMW.

OyHKUMOHaNbHbIe Npobbl nevyeHn 6e3 0CobeHHo-
CTeN, MO AAHHLIM WHCTPYMEHTaNbHbIX UCCNEA0BAHUN:
Anddy3Hble N3MEHEHUS NapeHXMMbl MEYeHU C Mpu-
3HaKaMy BHYTPUMEUEHOUHOW MOPTANbHOW TUNepTeH-
3um.

B anHamuke 3a 2013 no 2020 rr — nosbllLeHne 3pu-
TPOLMTOB, LLBETHOIO NoKa3aTens, rematokpuTa scneg-
CTBME XPOHUYECKON TMMOKCUN.

HecmoTps Ha KOMNEHCUPOBAHHbIN LIMPPO3 MeUeH!,
renaTonynbMOHaNbHbIA CUHAPOM, TPe6YeTCs KOHCYMb-
TalMs Ha NPeaMeT TPAHCNNAHTALMNN NeYeHN.

CBoeBpemeHHas TpaHCnAaHTauusa nevyeHn y nuy
C renaTtonynbmMOHasNbHbIM CUHLPOMOM CHUXAET ne-
TanbHOCTb C 63 A0 9%. [OCTYMHbIM WHCTPYMEHTOM
OWArHOCTUKWM apTEepPUOBEHO3HbIX LWYHTOB ABMAETCA
onpegeneHne pasHuLbl napumanbHoro gasnexduns 02 B
MONMOXEHUU Nexa n cToA.



KNUHNYECKUI CNTYUAN TYBEPKVIE3A
MHO)XECTBEHHDIX TOKANW3ALINIA
v AETEN
lywmHa 3.A., Y3yH A.C.

HayuyHblli pykogodumenb:
ooueHm, k.m.H. Kucenesuu O.K.

®rAQY BO PHUMY nm H.W. Muporosa M3 PO

Tyb6epkyne3 — MHMEKLNOHHOE 3aboneBaHue, KOTo-
pOe BbI3bIBAETCA NATOTEHHbIMU MUKOGAKTEPMAMU, OT-
HOCAWMECS K Knaccy AKTUHOGAKTEpMIA, NOPAAKY AKTH-
HOMULETbI, cemencTBy Mycobacteriaceae, obpasyioLme
rpynny Mycobacterium tuberculosis complex. Ty6epky-
163 MHOXECTBEHHbIX TOKANM3aLmMi y AeTeN NpoTeKaeT
C MPEeuMYyLLECTBEHHbIM MOPAXEHNEM BHYTPUTPYLAHbIX
NMMMaTUYECKNX Y3M0B, a TaKKe B BUAE MUINAPHOIO
Tybepkynesa nerkux.

AHamHe3 XusHuu: [lesouka 2017 r.p., ot Il 6epemeH-
HoCTw, Il onepaTUBHbLIX POLOB HAa Cpoke 27-28 Hefenb.
bepemeHHOCTb npoTekana Ha (hoHe apTepuanbHOI
rnepTeH3nn, € yrpo3oil NpepbiBaHua Ha 5 Hegenu,
TaK Xe Ha 22 Hefene 6bina yrposa npepbiBaHUs Ha
thoHe uanonaTMyeckon TPOMBOLUTONEHUYECKON Nyp-
nypbl. leBouka npu poxaeHun maccon 1100r, oueHka
no Anrap 7/7 6annoBs. C poxaeHus Haxoannacb Ha uc-
KYCCTBEHHOW BEHTUAALMKU NErkux, 6bin1 NpoBeaeHbl
peaHMMaLuOHHble meponpuaTus. llepesefeHa B nepu-
HaTaNbHbIN LIEHTP, FAe Haxoamnach 4o 2 mec. 10 fHel, ¢
AnarHo3om: BpowpaeHHass nHeBMOHuMsA. LlepebpanbHas
rMnokcusa. HeoHatanbHasa xentyxa. AHeMuUs HefoHO-
WeHHbIX. PeTMHONATNA HEOQOHOWEeHHbIX 2-3 CTeneHu.
[emaHrnoma Koxu cnuHbl. C poXaeHnsa Ha UCKYCCTBEH-
HOM BCKapMnMBaHuW, npodunakTMieckne NpuBUBKM
He NPOBOAUNUCH.

dDTU3MaTpUUeCKUin aHamHes: B poaaome BLK-M He
BaKLMHMPOBaHA. bbin TyGepKyne3Hbin KOHTAKT C OTLOM
(MHbMNbTPaTUBHBIA Ty6EpKyNes npaBoro Nerkoro,
thasza pacnaga u o6cemeHeHms. MBT(+).).

AHaMHe3 3a6oneBaHuda: 3abonena no cnoBaM Ma-
Tepu B mapte 2018 roaa (B Bo3pacTe 4 mecaua), Koraa
nosABKUICS NPUCTYNO06PasHbIA Kalenb C 3NU30AaMK
PBOTbI HA )OHE HOpPMaNbHOW TemnepaTypbl Tena. boina
0CMOTpena neanaTpoMm, MybMOHOMOTOM U aNnneprono-
rom. HasHaueHa cumntomatuueckas tepanus (nynbmu-
KopT) — 6e3 achhekTa.

B utoHe 2018 roga (B Bo3pacTe 7 MECALEB) B CBA3M C
yCUNEeHNEeM Kalns, BbINONHEHa peHTreHorpacdms opra-
HOB IPYAHOW KNETKM, BbIIBNEHbI U3MEHEHUA B NETKUX.
[leBouka 3KCTpeHHO rocnutanu3mpoBaHa B [AIKBN29,
rae 6b11 NOCTaBNeH AnMarHo3: [IByCTOPOHHAS 0CTpas no-
nncermeHTapHasi NHEBMOHUA. BPOHX006CTPYKTUBHbIN
CUHAPOM. [lbixaTenbHaa HeloCTaTOUYHOCTb -1l cTeneHw.
MpaBOCTOPOHHMIA LWeNHbIW nNuMdageHnT. Monyyana
neyeHue amnucuaom, Knauugom, amuKauuHOM, WH-
randaumm c nynbMUKOPTOM, aTpoBeHTOM. Y3 opraHos
6pIOLWHON NONOCTYU U NMOYeK: 3xorpauueckne npusHa-
K rMnepnnasnm Me3eHTepuanbHbiX TumMQaTnueckmnx
Y3N0B, cnneHomeranus. Y31 MArkux TkaHeil Weu: 3Xo-

rpacuyeckne npusHakm numdageHnTa. iccnegosaHne
MOKPOTbl METOLOM /OMUHECLLEHTHON MUKPOCKOMMUN:
o6HapyxeHbl KYM. AHanu3 mokpoTbl Ha MBT meTogom
MNUP: o6HapyweHa AHK MBT complex, 4yBCTBUTENbHASA
KR.

B uione 2018 nepesepeHa B T/IMO N21. CoctosHue
Ha MOMEHT OCMOTPa TAXENOoe, 3a CUYET BbIPAKEHHbIX
CUMNTOMOB AbIXaTeNbHOW HEAOCTATOUYHOCTMU, UHTOKCU-
Kauun. Ha ocmotpe 6ecrnokoiiHa, OTMeUYaeTcs MocTo-
SIHHOE NOoAKaWNMBaHWe, LWYMHOE [AbixaHue. Annetut
CHWXEH, BOAY NbET. KoXHble MOKPOBblI UNCTble, Ne-
pMOP6UTANbHbLIA 1 NEPUOPAnbHLIN LMAHO3, HA KOXe
CMUHbI CpaBa remaHrnoma. OfbiWKa CMeLaHHOoro xa-
pakTepa, C yyacTuem BCMOMOTraTeNbHON MYyCKynaTypbl.
OTmeuaeTcs onyxonesuaHoe 06pa3oBaHue B LWENHOW
M MOAYENtOCTHOW obnacTax cnpaga. ManbnupyroTcs
nepudgepuueckne numdaruueckme y3nol B V rpynnax
no -1l pa3mepa, noguentoctHon ysen go IV pa3mepa,
numdartuyeckue y3nbl B WENHOW rpynne cnpaga MHoO-
)XEeCTBEHHbIE, MNOTHbIe, NOABWKHbIE. B Nerkux xecrkoe
AblXaHWe, 3aTPYAHEH BbIAOX, BbICNYLWMBAKOTCA pPeaKue
Kpenutupyowue xpunol. Yl Bo Bpema cHa 52 B MUH,
BO Bpems 60ApCTBOBAHUA A0 96 B MUH. KnuHuue-
CKWit aHanu3 Kposu: nenkountos (13,2x10*9), aHemus
(84 r/n), c/a Hentpounbl (60%), 303nHODUNbI (14%),
CO3 (20Mm/u). Xeneso (2,9 mkmonb/n). AHanus moun
B npegenax Hopmbl. AHanu3 CMX B npegenax Hopmbl.
AHanu3 nuksopa Ha MBT metogom MUP — HK MTB He
o6HapyxeHa. MoceB MOKPOTbI MIOMUHECLLEHTHbIM Me-
TOAOM — OTpULATENbHbIA. Ma3Ku 13 3eBa, Moun Ha MBT
meTogom [LP-oTpuuaTenbHble. ViccnegoBaHue Kposw,
NUKBOpPa, MOYM Ha ToKkconmnasmos, B3b, LUMB, Bupyc
repneca metogom lMLUP — oTtpuuarensHble. AHanu3 mas-
Ka Ha rpu6bl-Bbiaenerbl Candida sp. Peakuus Ha npoby
MaHTy ¢ 2TE MMNA-1-7 mm ¢ neTexuamu. Peakuus Ha
npo6y ¢ ATP — oTpuuatenbHas. 3K CUHAPOM paHHen
penonapu3aunm xenyaoukos. Y3U cepaua: HesHauu-
TenbHaa aunataums MX, NN u NN. Y31 opraHos 6ptow-
HOW NONOCTU: KaNbUWHATbI B ceneseHke. KoHcynbTaums
6GpOoHX0Mora: yunTbiBas, YTo AbIXaTeNbHAS HEAOCTATOY-
HOCTb Yy pebEHKa CBfA3aHa C MACCUBHbIM Tybepkynes-
HbIM NPOLIECCOM B NErOYHOMN TKAHM 11 OTCYTCTBMEM NpU-
3HAKOB MOpPAXeHWUs KPYMHbIX 6POHX0B, NpoBeAeHue
OPOHXOCKONUM He MOoKa3aHo. KoHCynbTaums MMMYHO-
nora: u3meHeHus T-KNeTOYHOro 3BeHA COOTBETCTBYIOT
OCTpOMY BOCnanuTenbHomy npoueccy. lMposogunach
NPOTMBOTY6EPKYNE3HOE NleyeHme No | pexumy.

B aBrycte 2018 roga oTmeuyaercsa MONOXuTeNnbHas
AVHAMUKA B KAMHMYECKOM aHann3e KpoBu, H6UOXu-
MUK KpoBU. NonoxutenbHas auHamuka Ha KT opraHos
rPYAHOW KNETKM B BUAE YMEHbLIEHUS, YaCTUYHOIO pac-
CaCblBAHMA W YNIOTHEHMA WHANNBTPATUBHDIX U3MEHE-
HUI C ABYX CTOPOH.

B anpene 2019 roga nonoxuTenbHaa AMHAMUKA Ha
KT opraHoB rpyfHoM KNeTKn B BUAe YMEHbLIEHNS pac-
NPOCTPAHEHHOCTN YY4ACTKOB KOHCONMAALUNUN B NErKnX.

B HacTofLee Bpems (qepes 15 mecsueB OT Hayana
neueHns, B Bospacte 1rof 10 Mec) COCTOAHME CpeHen
TAXECTN 3a CBET OCHOBHOrO 3aboneBaHus. OTCTaeT B
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qJI/I3VILIeCKOM N pevyeBoM pPa3BUTUN. Ha OCMOTpPE aKTuB-
Had. Koxa v Buanumble CIM3UCTble po30Bble, UANCTbIE. B
Nerkunx abixaHune ny3punbHoe, XpunoB HeT.

Takum 06pa3om, mMbl XOTeNM MOKasaTb TPYAHOCTM
ANArHOCTUKW Ha 3Tane obuieir neuyebHOW CeTU U 0co-
6EeHHOCTM TeueHusa Tybepkynesa y pebEHKa paHHero
BO3pacTa C OTArOLEHHbIM CEMENHbIM aHAMHE30M, He
BaKLMHMPOBAHHOIO BaKLMHOM BLIXK.

CUHAPOM KOCTENNO

MaHyuapsaH M.B., AnasepasH 0.0., MansaH [.C.,
Néparumosa A1.H., Kogxaesa A.P.

HayuHbiii pykoeodumernb:
0.M.H., npocheccop Typmu T.B.
Nleyawuli 8pay: K.M.H. bakoeuy E.A.

Kacheapa thakynstetckon neguatpun N
OrAQY BO PHAMY um H.A. NMuporosa M3 PO
DAY «HMUL, 3n0opoBbsa aetein» MuH3gpasa Poccun,
MockBa

AKTYanbHOCTb: cMHAPOM KOCTenno — upespblyanHo
penkoe reHetnyeckoe 3aboneBaHue C ayTOCOMHO-[0-
MWHAHTHbIM MEXaHM3MOM HacnefoBaHus, CBA3aHHOE C
myTaumein reHa HRAS Ha KOopoTKom nneue 15-n Xpomo-
COMbI. [JaHHbIN TeH KOAMPYET CUHTE3 CBEPXAKTUBHOIO
6enka HRAS, KOTOpbI BNUAET Ha aKTMBALMIO KNeTou-
HOTO AIeNeHNA U POCTa KMeToK, B CBA3M C YeM OTMeva-
eTCs NpespacrnonoXeHHOCTb K pa3BuTUio fobpokave-
CTBEHHDBIX W 3/10KAUECTBEHHbIX onyxonen. Hambonee
yactble myTauun — p.G12 u p.G13. XapakTepHblii eHo-
TWN: ronoBa rugpouedanbHon hopmbl, rpybble YepTbl
NNUQ, NOMHbIE LWEKWU, MOAHbIE Ty6bl, YACTO NOTPECKAB-
wuecs, 60NbWON POT, WMPOKAA BLABMNEHHAsA NEPeHO-
CNUa, TMNepTeNiopnu3m, IMUKAHT, KOXHbIE U3MEHeHUA B
BUAE NOBbIWEHHON CKNAAYATOCTY KOXM, TUNEPNNTMeH-
Tauuu, rmybokme NagoHHbIe U NOLOWBEHHbIE CKNALKK,
nanunaoMmbl, Yale Ha Nnuue M B NaxoBoi o6nactu,
Anddy3Has MblleyHas rnnoToHms.

XapaktepHa WHTennekTyanbHas HeAOCTaTOYHOCTb.
MpOrHo3 3aBUCMT OT CPOKOB Hauyana u afeKBaTHOCTU
CMMMNTOMATNYECKOro feyeHns. PacnpocTpaHeHHOCTb
3aboneBaHus: 1 cnyyan Ha 24 MUNNIMOHA Hacenexus, B
MUpe 3aperncTpupoBaHo okosno 300 nauneHToB C AaH-
HbIM CMHAPOMOM. 3a nocnefHue 5 net B OrAY «HMUL,
340p0oBbs AeTen» MuH3gpasa Poccum faHHbIN JarHo3
6blfl YCTAHOBNEH Y 5 fieTen.

KnuHnueckunit cnyyan: gesouka M., B 2,5 mec. Bnep-
Bble NOCTYNuMa B OTAeNeHMe NaTonorinm paHHero aeT-
CKOro BO3pacTa C Xanobamy Ha 3aTpyAHEHHOe MoTa-
HUe, 33a[epPXKYy MNCMXOMOTOPHOIO Pa3BUTUSA, HU3KWIA
POCT, MbILLIEUYHbIW TUNEPTOHYC, NAPOKCM3ManbHble CO-
CTOSIHUS BO CHe, HapyLleHne TepMoperynauum, Totanb-
HbliA TMNeprugpos.

N3 aHamHe3a: pebeHOK OT 2-ii HGepemMeHHOCTM
(1-2 — manbuuk, 300pOB), NpOTeKaBlLeN Ha GoHe yrpo-
3bl NpPepbiBaHMsA, BbIPAKEHHOTO TOKCUKO3a (pBOTa 10
15 pa3/cyTku), BbICOKMM All, NPOTENHYpPUENi, OTeKamu,
aHemuen. Ha 26-1 Heflene pa3BUNOCb OCTPOE MHOTIO-
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BOJMe, Monyyana ctaluoHapHoe fieyeHmne. Poabl nytem
JKCTPEHHOTO KecapeBa CeueHMs Ha 38-11 Heaene, oTMe-
yanocb npexaeBpeMeHHoe U3NUTUe OKONOMOLHbIX
BOJ 3eneHoro LuBeTa. Macca Tena npu poxaeHun 4480,
JnnHa 50 cm, oLeHKa no wkane APGAR 6/7 6annos. Co-
CTOSIHME NOCNe POXAEHUS TAXKENOoe 3a CYET AblXaTesb-
HOW HepgocTaToyHoCTH, UBJT 0O 4-X CyTOK XU3HW. Ha
2-e CYTKW XXW3HW AUArHOCTUPOBAHA acnupauuoHHas
nMHEeBMOHUSA. NnTaHme 30HZOBOE. Y pebeHka 3aperun-
CTPUPOBAHbI MHOXECTBEHHbIE CTUIMbl AU33IMbpUore-
He3a: MOBbIWeHHAs CKNag4aToCTb KOXM, Aedopmanms
YIUHbIX PAKOBWH, MAaKPOINOCCUA, LUMPOKAsA NEPEHOCH-
L3, WUPOKMIA HOC, TOHKIE BONTOChI, MOJTHbIE MOTPECKAB-
Wwnecs rybbl, WMpoOKne 6POBK, rMNepTenopu3m, anu-
KaHT, OTCYTCTBME COCaTenbHOro pednekca, TPYAHOCTM
npu kopmneHuu. MNposefeHa KOHCYNbTaLUA reHeTuka.
Mo pesynbratam MONEKYNSPHO-TeHETUYECKOro unccne-
[l0BaHuA BbifABNeHa mytauua reHa HRAS. [lnarHoctu-
poBaH cuHapom Koctenno. C 10 mecAueB OTMeYaercs
HapacTaHMe MbILWEYHOro ToHyca. B 2 roga 6bino npo-
BEJEHO YAaneHne MHOXECTBEHHbIX Manuanom nepua-
Ha/IbHOW 1 BarmHanbHOW 06nacTy.

B Bo3pacTe 4 neT, B CBA3M C racTpo3zodareanbHom
pedniokcHON 6one3Hbio, AethMLMTOM Beca, TPYAHOCTA-
MU MU KOpMAeHUN, 6bina NnpoBeaeHa PyHJoNIMKaLMS
no HucceHy, yCTaHOBEHA racTpocToMa C Lienbio obe-
crneyeHns afeKBaTHOro NuTaHus. Mpu ocmotpe B 5 ner,
3aperncTpupoBaHbl: AeuuUT PU3NYECcKoro pa3BuTms
(HmkKe 3-TO LEHTUNBHOrO WHTEpBana), nanynesHas
CbiMb HAa MepefHeil 1 GOKOBOW MOBepPXHOCTW benep,
MPAMOPHOCTb, MOBbIWEHHAA CKNA[YaToCTb KOXW, Ae-
thopmaumsa yLWHbIX PaKOBWUH, MaKpPOrMOCCMA, WMPOKas
nepeHoCuLa, rMnepTenopusmM, WUPoKMe 6poBK, TOH-
Kne BOMOChI, LUNPOKMIA HOC, MOMHbIE NMOTPECKaBLIMECS
ry6ol. BapycHas pedopmaums cTonbl Cnpasa, Cnesa
BanbrycHas fedopmauns CTonbl, MEPEKPECT HUKHUX
KOHEUHOCTel Ha ypoBHe 6eaep. MOBbILIEHHbIN MblLeY-
HbIii TOHYC MO cnacTuyeckomy Tuny. CKNOHHOCTb K 3a-
nopam. Pesynbtatbl 06cnegoBaHns: OAK u OAM — 6e3
natonorun. KoHcynbTauus Kapauonora — runeprpo-
(huueckas Kapamommonatus; KOHCynbTaumus Hedpo-
nora — HepokanbLUMHO3. HempocoHorpacgms — BeH-

Tpukynomeranua. MPT ronoBHOro Mo3ra: KapTuHa
NepuBeHTPUKYNAPHON NeikonaTuu.
C MOMEeHTa YCTaHOBNEHWS [AWArHo3a, pebeHoK

HaxoaWTCA MOA HabnogeHMeM neanaTpa W APYrux
creuyuanncTos, perynsapHo MonayyaeT Kypcbl BOCCTa-
HOBUTENbHOIO nevyeHud. npOFpaMMbI nHanBuayann-
3MPOBAHHOIO BOCCTAHOBMTENbHOMO NeYeHns BKNOYA-
nu: HabnoaeHne nNeaunaTpa, kapauonora, Hedponora,
HEBPONOra; NMUTaHKE B COOTBETCTBMW C DuU3nonoru-
UeCKMMI NOTPe6HOCTAMM, KOMMIEKC PeabunuTaLmoH-
HbIX MeponpuaTun: dusmotepanns, NpUKNagHasa Kiu-
He3oTepanus, MexaHoTepanus, MacCax, MMMHACTUKA,
Kypcbl 60TYyNMHOTEPANNUM, NCMXONOr0-Neaarornyeckoe
conpoBoxeHue. NpoBoaNMOe KOMNMEKCHOe Habnio-
JieHMe U neveHne No3BONSAET JOCTUUD NONOXNTENIbHON
AVHAMUKM 1 CTAaBUNM3aLUMN COCTOSIHUS, KOHTPONS Te-
YyeHuns 601e3HU, ee OCTOKHEHUN.



BbiBOA: NpUBELEHHbIN KNMHUYECKNIA Cyyan BBUAY
CBOEMN PeaKoCTV NPeACTaBAfEeT Hay4YHO-NPAKTUYECKUN
WHTEpec Ans HeOHaToNoroB, NeaNaTpoOB, HEBPONOroB,
Kapanonoros. [laHHbIN CUHAPOM TPEBYeT, Kak MOXHO
6onee paHHel AWArHOCTMKM, MPOBEAEHUS MONeKy-
NAPHO-TEHETUYECKOTO WCCNef0BaHUA NPU  HANU4um
XapaKTepHbIX (PEHOTUNUYECKUX NPU3HAKOB, Hauana
CMMNTOMATNYECKOrO NeYeHns, YTO yNyyllaeT NporHo3
1 NOBbILIAET KAYECTBO XKN3HN NALNEHTOB.

KIIIIIHIII'-IECKI/II7IV CNYYAI
MUTOXOHAPWANbHOW FENATOMATUN
Mukosckas A.A., bnuranos M.U.

HayuHbili pykoeodumenb: 0.M.H., npogheccop
lMonsakosa CeemnaHa U2opesHa

®OTAQY BO PHUMY um H.N. NMuporoea M3 PO

AKTyanbHOCTb:  MwuTOXOHApUWAnNbHble  rematona-
TUM — rpynna peakux 3aboneBaHWii, NPUUNHON KO-
TOpPbIX SABMATCA aHOMANUU CTPYKTYPbl U PYHKLMN
MUTOXOHAPUN, NPUBOAALLNE K OCTPON UMM XPOHUUe-
CKOVi MeUEHOYHON HeaoCTaTOuHOCTM. CyLLecTBYIOT nep-
BUUHbIE TenaTonaTii, PasBUTHE KOTOPbIX CBA3AHO C
aedeKTaMn TPaHCMopTa 3MEKTPOHOB UAN OKUCNEHNS
XUPHBIX KUCMOT, N BTOPUUHbIE, MPU KOTOPbIX NOBPEX-
JeHNA MUTOXOHAPWIA MOTYT 6bITb pe3ynbTaToM He3aBU-
CMOr0 NATONOrMYECcKoro npotecca.

KnuHuuecknii cnyuaii: NMaunent C., 5 mecaues. MNo-
CTynun nNjaHoOBO B OTAeNeHue ractpo3HTeponoruu
PAKE ¢ HanpaBnswlMmM AKArHO30M: XPOHMUECKMIA
X0necTaTyecknn renatuT, NOAO3PEHNEM HA CUHAPOM
Annaxuns ¢ uenbto Bepudmkaumm AnarHosa. AHa-
MHe3 3aboneBaHns: Manbunk oT 7 6epeMeHHOCTH, 5
POA0B Ha 32 Hefene (2 feteii 340p0BbI, 2 BbIKUAbILLA,
2 HeoHaTanbHble CMepTu B BO3pacTe 3 CYTOK), npote-
KaBllen Ha )OHe recTalMOHHOro CaxapHoro anabeta
(HbA 1c(cp) - 8%) , wenesoneduuuTHON aHemum 1 cTe-
neHu, BUpyca npocroro repneca IgG, Tokconnasmosa,
KpacHyxu, XOMH 1 ct. OueHka no AMNTAP -7/7 6annos.
Monyyan 3amMecTUTENbHYIO Tepanuio cypdaKTaHTOM,
AbIxaTenbHylo nopaepxky CPAP, aHTUGaKTepuanbHyio,
remMoCcTaTuueckyo, MHQY3MOHHY Tepanuio. B 6uoxu-
MWUYECKOM aHanu3e KpoBu: 6eNOK-CUHTETUYECKAsA He-
JOCTAaTOYHOCTb NeYyeHn, CUHAPOM LMTONMN3], CUHAPOM
Xofiectasa. Mmnokoarynaumsa nnasMeHHOro remocrasa,
rMnoMOpPUHOreHeMUS, CHMKEHHAS! aKTUBHOCTb aHTU-
Tpom6uHa. LiepynonnasmMuH CHUXeH; Mefb B CbIBOPOT-
Ke - 0,391 mkr/an.

Habntopanca y sHAOKpMHONora ¢ guarHosom: BAKH,
Heknaccuueckas dopma. Mo Y3 6piolwHON NonocTu:
MPU3HaKKU NepuBeE3NKANbHOro OTeKa. MMNepTeH3UOH-
HblA CUHAPOM, CMHAPOM [BUTaTeMbHbIX 1 BEreTo-BUC-
LepanbHbIX HapylWweHU. [eHeanornuecknii aHamHe3
OTArOLLEH: CMepTb TETU pebeHka B BO3pacTe 2 feT,
CMepTb 2 CMBCOB B HEOHATANbHOM MEpUOge.

Mpun ocmotpe: Poct 56 cm, Bec 4100. Ousnyeckoe
pa3BuTME O4YeHb HW3KO0Ee, TapMOHMYHOe. benkoso-
jHepreTMyeckas HefoCTaTouyHocTb 1 cT. CocTofHMe pe-

6eHka Taxkenoe. Koxa cmyrnas nemeHTamMmu Mpamop-
HOCTU, YuncTas. Bugumble cnm3mcrble 61efHO-PO30BbIE,
unctble. MXKK pa3sBuTa HEJOCTATOYHO, pacnpegeneHa
paBHOMEPHO, Nepudepnyecknx 0TeKOB U NaCTO3HOCTM
HeT. MblLLEYHbII TOHYC CHUXKEH. leyeHb +3 BHU3 U3-N0j
Kpas pebepHOM Ayru, 3nactuyHas, 6e360ne3HeHHas.
CeneseHka He manbnupyetca. CTyn 2-3 pa3a/fgeHb Ka-
Ww1LeobpasHbli, 3eneHoBaTbil. OTMeYaeTcs KpymnHo-
pa3maLlucTbid TpEMOP.

O6cyxpaeHune: KoHcynbTauus o@Tanbmonora: ua-
CTUYHAA aTpodua COCKA 3PUTENbHOrO HepBa 060MX
rnas. KoHcynbTaums HeBpoOnora: mocnefcTBus nepu-
HaTanbHOro nopaxenusa LHC, 3MMP. Koncynbraumsa re-
HETUKA: MO COBOKYMHOCTW KTMHUKO-aHAMHECTUUYECKNX
AaHHbIX AnddepeHuUmanbHas ANArHoCTUKa NPOBOANT-
CA B rpynne MUTOXOHAPUANbHbBIX 3H3UMOMUONATUN, B
UACTHOCTM MUTOXOHAPUANbHbIX renatonaTuii. Pesynb-
TaTbl 06CNea0BaHNm: cekBeHupoBaHue IHK — myTauum
B 2 1 3 3k30He reHa DGUOK xapaKktepHbl Ans cMHapoma
ucrowenua MTAHK, renatouepebpanbHon opmbl, ay-
TOCOMHO-PELLeCCUBHOE HacnegosaHue. buoncus ne-
ueHu: ¢mbpo3 neueHn F2 mo METAVIR. KnuHnueckni
aHanu3 KpPoBU : AHEMMA TAXKENOWN CTENEHU CMeLAHHO-
ro reHesa. bMoXummueckmnit aHann3 KpoBM : runepam-
MOHWEMUNA, NAaKTaTaLna03, TMNOrMuKeMUs.

HecmoTps Ha NPOBOANMYIO Tepanuio, COCTOAHKE pe-
6eHKa NPOrpeccBHO YXYALIANOCh.

Otmeuanocb HapactaHue CC 1 gblXaTeNbHOM Heno-
CTAaTOYHOCTU. [PABOCTOPOHHUN TEeMOTOPAKC, remop-
parMyeckmii WOK, NPaBOCTOPOHHUI NHEBMOTOPAKC.
PeaHMMaLMOHHbIe MeponpusaTua 3 MeKT He umenu,
pebeHOK CKOHUanCs.

JInarHocTuyeckas LEHHOCTb: [py NoCTaHOBKe AW-
arHo3a npeacraBieHune JOMKHO CTPOUTLCS U3 KITUHM-
KO-NabopaTopHbIX KpUTepMeB W NOATBEPXAATbCH re-
HeTUKoMN.

BbiBog: Mpy OTATOWEHHOM FeHeanornyeckom aHa-
MHEe3e cneflyeT OTBOAMTb 0c060e BHUMaHWe npeHa-
TaNnbHOW AnMArHocTuKe. CNoco6oM pPOXAEHUA aeTent y
[IaHHOW Mapbl ABNAETCA 3KCTPAKOPNOpanbHOe onno-
[I0TBOPEHME C UCMOMb30BAaHMEM METOAA LUTONNa3Ma-
TUYECKOW 3aMeHbl.
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BCErAA NN ®APMAKOPE3VNCTEHTHAA
ANUNENCNA NPOCTO ANUNENcud?
Hukutckas A.C., Mutpochanosa B.J.,
Bepewak /.M.

HayuHbii pykosodumenb:

epay Heeponoz-3nunenmono2 MArKb
Co6ones Bnadumup bopucosuy

OrAQY BO PHUMY um. H.W. Muporosa
MwuH3npasa Poccuu

AKTYanbHOCTb:
CuHapom XabepneHga — KpalHe peaKuin  Hen-
PO-KOXHbI  CUHAPOM U3 rpynnbl  (HAaKOMaTO30B.

BnepBble [aHHbIN CUHAPOM 6bin onucaH 1970 roay
XabepneHgom u lMepy, 1 HA AAHHBIN MOMEHT B Npodec-
CMOHANbHOW NuTepaType onucaHo nopsaka 60 cny-
uaeB, Cpefyn KOTOPbIX TOMbKO Y MNONOBUHbLI BbIN 3NU-
nentuyeckme npuctynbl. OCHOBHbIMWU KMUHUYECKUMU
KpUTepuUsAMM 3TOr0 CMHAPOMA ABNAIOTCA:

1) O[IHOCTOPOHHME NIMMOMATO3HbIE KOXHble HOBOO-

6pa3oBaHus;

2) anoneuus;

3) uncunartepanbHble OQTabMONOTMUECKNE U He-

BpOJIOrnyecKmne NnopoKn passuTus;
4) Apyrue BUCLEpPanbHbie MOPOKM B BUAE KOApPKTa-
LN Q0PTbI, ONYXONEN YeNtoCTH, KOCTHBIX KUCT.
KnuHuueckmuin cnyvaii.

B knnHuky r. MOCKBbI s 06CNeA0BaHNS B CBA3M C
Hannumem (apMaKOPE3UCTEHTHbIX 3NUAENTUYECKUX
NPUCTYNbI NOCTYNUA NauueHT 5 net (11.07.2012r.p.). U3
aHaMHe3a U3BECTHO, YTO pebeHOK OT 1 6epeMeHHOCTH,
NpoTekasLllen Ha (OHe yrpo3bl NpepbiBaHuA B | Tpu-
mectpe. C poxaeHus HabnAAeTca Kapanonorom ¢ au-
arHosom «Koapkrauus aoptbi». Cpean BUCLEPANbHbIX
aHOMaNnun pa3BUTUS ANATHOCTMPOBAHDI:

1) aHOManus pa3BUTMA NOYEK — Ta30Bble NOUKHY,

2) OMyX0Mnb HUKHEN YENIOCTU.

QOuaroBble gnuTenbHble 3NUNENTUYECKNE NMPUCTYNbI
B BUAE CTEPEOTMMHbIX MOTOPHbIX TOHUYECKUX ABM-
XeHUI NoABMNUCL B BO3pacTe 3-Xx mecsues. MonbiTka
nog6opa Tepanuu 3NUNENCUN B TeUEHUE HECKONbKUX
net 6esycnewHa. bbinn ncnonb3oBaHbl ITOCYKCUMML,
NHosenoH, Opusnym, lenaknH cupon n XpoHocdepa,
Terpeton u Tpunentan, Tonamakc B CTaHAAPTHbIX ANA
BO3pacTa pebEHKa A03MPOBKAaX. Ha MOMEHT ob6cneno-
BaHus nonyuan Kennpy 1000 mr/cyT. B xone neuexus
nunencun 6bIn0 06paLLEHO BHUMAHME HA KOXHble
06pa3oBaHus, 6bln 3ano0Ao3peH hakomaTos, B CBA3U
C YeM pebeHOK Obll KOHCYNbTUPOBAH AEPMATONIOroM.
bbina BbinonHeHa 6uoncus 06pa3oBaHMIi KOXU ANs
NnoATBEPXAEHMA Npeanonaraemoro guarHosa. Mo pe-
3ynbTaTam 6buoncuu onpefeneH o4yarosbii ubpos
KOXW, MOBbILEHHOE KOMMYECTBO MOAKOXHOIO XMpa,
PacnpoCTPAHAIOILErOCs B BEPXHIOW PETUKYNAPHYIO
aepmy. Mpu 0CMoTpe BbISIBAEHDBI CTUTMbI AN33Mbprore-
He3a: yepen acMMMETPUYHbIN, NULeBble Ancmopdun,
6opoaaByaTbie 06pa30BaHMs B 06NaCTM BEPXHUX BEK
(nMnomaTo3Has ramapToMa Beka Cnpasa), HapylleHHbIN

20

POCT pecHul, CMpaBa, BU3yanusmpyerca 3nubynbbap-
HbI epmoua (B BuUge o4yaroBoro nepudepuyeckoro
MOMYTHEHUS POrOBULLbI — 3PEHNE Ha YPOBHE CBETOO-
LLYLIEHNA), YYACTKN NUHEAHON rMnepnurmeHTaLmn Ha
KOXe KOHEeUYHOCTEeN, TyNOoBMLLA, NOAKOXHAA NUNOMa B
no6HoM obnacTn cnpasa. MIMeloT MecTo yMCTBEHHan U
peueBas 3afepxka, AMCTOHMYECKAs pasrubatenbHas
YCTAHOBKA CTOM, MbILWEYHbIN TOHYC CO CKIOHHOCTbBIO K
rMnoToHuu. NMpwn nposegeHun MPT BbisiBneHa aTpogus
C @aHrMOMAaTO30M M NONUMUKPOTUPUEN B MPABOM NOJy-
wapuu. Bugeo 33 nokasano crepeoTUnHbie oyaroBble
MOTOPHbIE TOHUYECKME NPMUCTYNbl 6€3 30Hbl MHULNA-
umu Ha 33,

Takum 06pa3om, PEHOTUMNYECKN W KITMHUYECKU Y
[JAHHOTrO nauueHTa ONpefensilTcA crnegyolme ama-
FHOCTMYECKMe KpuTepun cuHapoma Xabepnenaa [[na-
rHoCTMUeckue Kputepum Moog ans ECCL]:

1) odhranbmonornyeckue paccTpoicTaa (xopucroma
POroBuLbI);

2) KOXHble nopaxeHus (MoAKoXHas nunoma B no6-
HO-BMCOUYHOW 06NaCTW, Y3N0BbIe KOXHble Mopa-
XEHUS Ha BeKax);

3) nopaxeHus Apyrux opraHos (KoapKTaLua aopTbl,
OMYXO0/b HIKHEI YeniocTn);

4) pacctpoiictea LIHC (aTpodus ¢ aHrnomarosom u
NOMMUMUKPOTUPUER B MPABOM MOMYIIAPUM), UTO
NO3BOMISIET HA OCHOBAHMW BOBMIEUEHUS TPEX CU-
CTem C IByMs 1 60/ee OCHOBHbIMW KPUTEPUSIMMU,
NOCTaBUTb 1MArHO3 CMHAPOM XabepneHaa.

BbiBOA:

JIaHHbIN KNMHNYECKINIA CNyYald ABNSETCA APKUM NPU-
MEPOM TOT0, UTO M060E PE3UCTEHTHOE K CTAaHAAPTHON
Tepanuu 3aboneBaHne y pebeHka TpebyeT yrnybneH-
HOe W HeCTaHJapTHOe 06CnefoBaHNe ManeHbKoro
naumeHTa. MpyM HaNUUMKU MHOXECTBA OTKMOHEHUA W
HEOUEBWAHOCTM [MarHo3a [OMKHA O6biTb OYEeBUMAHA
KOHCYNbTALMA He TONMbKO Bpaya FEHETUKN C XpOMOCO-
MHbIM M TEHETUUECKMM aHANM30M, HO W KOHCYNbTaLns
cneuuanncrTa no opdaHHbIM 3ab0NeBaHNAM, TaK Kak
He BCErAa, AAXe UMES Ha pyKax AaHHble FeHETUYECKO-
ro UCCNeAoBaHMUs, MOXHO TOUHO MOCTABUTb CIOXHbIN
HACNeACTBEHHbIN [MArHO3 KaK, Hampumep, CUMHAPOM
Xabepnenpga.



BPOXXAEHHAA ANCOYHKLNA KOPbI
HAANOYEYHNKOB
Tpuconosa E.N

HayuHbiii pykogodumenb: K.M.H., acc.kacghedpbl
demckux 6one3Hell [loduyuHeHoea [lapba BacunbesHa

CMOUPCKNI TOCYAAPCTBEHHbBIN YHUBEPCUTET, FTOMCK
Katheapa netckux bonesHei

AKTyanbHOCTb. BpoxpgeHHas ANCHYHKLUUA KOPpbI
HaANOUYEUHNKOB  (aApPEeHOreHUTANbHbI  CUHAPOM;
BIKH; koa no MKB E25.0) — rpynna 3a6onesaHuit ¢
AyTOCOMHO-PeLeCCUBHbBIM TUMOM HaC/ef0BaHuA, B OC-
HOBE KOTOPbIX NeXuT AedeKT OAHOro M3 thepmeHTOB
WK TPAHCMOPTHbLIX 6EMKOB, MPUHUMAIOLWNX yYacTue B
61OCUHTE3€ KOPTU30/a B KOpe HanouyeuHMKoB. Camoi
uacton hopmon BAKH sBnsietcs aednunt 21-rugpok-
cunasbl (6onee 90%). Yactota AaHHOrO 3ab60neBaHus
B MWUPOBOW MOMYNSLMM, PacCUMTaHHash MO [AHHbIM
HeoHaTanbHOro CKpUHWUHIA, coctasnset ot 1:10000 go
1:20000 )uMBbIX HOBOPOXEHHbIX. B Poccun, no gaHHbIM
CKPUHUWHIA, YacToTa coctasnset 1:9500. KnuHuyeckas
KapTuHa Kaxgon copmbl BAKH obycnosneHa pfedu-
LMTOM FOPMOHOB, CMHTE3 KOTOPbIX HEBO3MOXEH Npu
NaHHOM (hepMeHTaTUBHOM 6NOKe, U U3ObITKOM HaKa-
MNMBaeMbIX MPeaWecTBEHHNKOB. Takum 06pa3om, n3-
6bITOUHASA Cekpeums HaANOUYEYHWUKOBLIX AHAPOreHOB
MpoMCXoauT B NEpuoa nonoBon AnddepeHUMpoBKH
(9-15-a Hemena 3MOBPMOHANLHOrO Pa3BUTUA), UTO Y
MNOAOB C KAPUOTUMOM 46XX MPUBOLUT K BUPUIM3ALLUK
HAPYXXHbIX FeHUTANNN. BHYTPEHHME MONOBble OpraHbl
[JEeBOYEK pa3BUBAKTCA NpaBUNbHO. CTeneHb Mackynu-
HU3auuy Npu poOXOEHNN MOXET BApbMpOBaTh OT Cner-
Ka runepTpo)MpoBaHHOIO KAWTOpa 4O MNOMAHOCTbIO
MYXCKOTO CTPOEHUS FeHuTanuin. Y manbunkos (46XY)
MMEeEeT MeCTO NpexaeBpeMEeHHOe MOoMI0BOe pa3BuUTUE
(NMNP) no n3ocekcyanbHOMy TUMY U PaHHee 3aKpbiTue
30H POCTa C NocneayloLe HU3KOPOCNOoCTb.

OpuruHanbHocTb. Mpu otcyTcTBUM 3T y fIeBOYEK C
Knaccuueckummn opmamu aapeHoreHNTanbHoOro CUH-
Apoma, passuBaetcd [P no rerepocekcyanbHOMy
Tuny (yBenuueHne B pasmepax 1 HanpskeHue KAnuTo-
pa, YCKOpeHue TEMNOB POCTa, HbICTPOE Nporpeccupo-
BaHMe KOCTHOro BO3pacTa, npexaeBpemMeHHoe afpe-
Hapxe), pe3ynbTaTamu KOTOPOro ABASAKTCA HU3KWIA
KOHEYHbI POCT, rMPCYTU3M, couManbHasa fe3afanta-
Lua n becnnopue.

B Hauane 2019 rofa B 3HAOKPUHONOrMYeCKoe oTae-
nexue [leTckoi ropoackon 60nbHULbI

Ne1 (ArB N°1) B nnaHoBOM Mopsagke MoCTynu-
na naumentka b.5 net. InarHos npu noctynneHuu:
BPOXJEHHble afipEHOreHUTaNbHble HapylleHWs, CBSA-
3aHHble ¢ geduuutom hepmeHToB. MpK NOCTyNNeHUM
MaTb NaLMEHTKN NPeabsaBAsAna *anobbl Ha yBenuue-
HWe rpyam, NosiBNeHne BoONoC Ha NobKe, YacTy CMeHy
HACTPOEHMS U NOBEAEHMS 1 ObICTPYIO NpubaBKy B po-
CTe 1 macce Tena. 13 aHamHe3a nauMeHTKN N3BECTHO,
uTo pebeHOK OT 4 6epemeHHOCTU. BepeMeHHOCTb npo-
Tekana c yrpo3ou npepbiBaHus. Pogbl npotekanu gu-
310N0TMUYHO Ha cpoke 40 Hegenb. HacnenCcTBEHHOCTb

OTArowWeHa no 3aboneBaHMAM WMTOBUOHON Xenesbl:
Anddy3HbIA y 6paTa NALMEHTKN; MEHAPXe Y XEHLWMH
B cembe B 11-12 net. U3meHeHne HapyXHbIX MOMOBbIX
OPraHOB MaTb [eBOUKM 3aMeTUNa C poXaeHUs. ToNbKo
B HoA6pe 2015 roaa (Bo3pacT 2 roaa) Ha MeauLLIMHCKOM
OCMOTpe Yy TMHEKONIora JaHo HanpaBneHune K 3HO0KpYU-
HOnory, Ho 0bpalleHNsa K Bpauy He 6bino. BecHoil 2016
nosSIBUNOCb OBONOCEHWE Ha 1o6Ke. 0BpPaTUANCH K TMHe-
KONory NOBTOPHO. bbinn npoBefeHbl NCCNeaoBaHMA U
06HapyXeHo: noBbiweHne 17-OH-nporecTepoHa, KoCT-
Hblii BO3PACT OT WIOHs 2016 COOTBETCTBOBAN 6-7 rogam
(Ha TOT MOMEHT OMnepexeHne NacnopTHOro BO3pacTa Ha
3-4 ropa). ina 6onee TOUHOW BepudmMKaLMu [1UarHo3a
nauneHTKa 6bina HanpasneHa B A6 N21. Mpu obcne-
[L0BaHMY BbIBNEHO NOBbiWeHne 17-0H-nporectepoHa,
CHWXEH KOPTM30/, NOBbILIEH TeCTOCTEPOH. Ha3HaueHa
Tepanus koptedom 08:00-15:00-22:00 no 2,5Mr. Y 3H-
AOKPUHONOrA Habnaanucb NoCTosHHO, 17-OH-npo-
recTepoH M KOCTHbIW BO3PACT MO MECTY XUTENbCTBA He
uccnegosanu. B ceHtabpe 2017 roga npoBefeHa one-
paumsa — NNacTUKa HapyXHbIX MOIOBbIX OPraHoB.

MaTtb eBOUYKM OTMeYaeT, UTo C cepeluHbl 2017 roga
3aMETHO YBENUYMINCb MONOYHble Xenesbl. lMocnea-
HAS rocnuTanu3auns A0 HACTOALLEro MOMeHTa 6bina B
ntoHe 2018 roga € *anobamm Ha yBennyeHne Monou-
HbIX Xene3, 0BONOoCeHne Ha nobke. MaumeHTKa 6bina
MOBTOPHO 06CNefoBaHa W BbISBMEHO: YBENNYEHUE
thonnukynoctumynupyouiero ropmona (OCr), noten-
HU3MpytoLero ropmoHa (M), actpaanona; Y3U opraHos
manoro Tasa (Y31 OMT) — reHutanum Ha Bo3pact 7 ner
(Ha TOT MOMEHT NACMOPTHbIA BO3PACT 5 NeT); KOCTHbIN
BO3pacT Ha 12-15 net; nposefeHne npobbl ¢ audepe-
nuHom 0,1 mr — Bbibpoc 6onee 10 HF/n — cBUAETENb-
CTBYeT 06 WCTUHHOM MpeXJaeBPeEMEHHOM MON0BOM
pa3suTum; nosbiweHue 17-OH-nporectepoHa. PebeHky
6bIn Ha3HaueH andepenuH B fo3e 11,25 mr 8/m 1 pa3 B
3 mMecALa, CKoppeKTMpoBaHa fo03a kopTeda Ao 12,5 mr/
cyt. Co cnoB matepu npuem npenapatos He NPonycka-
I0T; TaKXXe OTMeYaeT 6bICTPYH NPUbaBKy B pocTe U Mac-
ce Tena (3a nocneaHue 6 mecsues npubasuna 7,5 cm B
pocTe, 10 Kr B Mmacce Tena. B okta6pe 2018 roga pebe-
HOK MO MeIMKO-CaHNUTapHoOIl 3kcnepTuse (MC3) BHeceH
B KaTeroputo pebeHoK-nHBanug CPOKOM Ha rog.

MNocnepgHasa rocnutanusauua B aHeBape 2019 rofa.
Mpn 06bEKTUBHOM OCMOTPE PocT 123,5 cm (110 cm, Bec
29,2 kr (23,0 kr, SDS pocta=2,6, SDS Beca= 2,03). Ousu-
ueckoe pa3BUTME NaLMEHTKN OLEHWBAETCS KaK Bbl-
COKOe, rapMOHNUYHOE (BbICOKOPOCNOCTb, OXWpeHue 2
ctenenn). TenocnoxeHne (HEeMUHHOE, MOAKONKHO-XKMN-
poBasi KnetyaTka pa3BuTa M36bITOYHO, pacrnpeaeneHa
NPenMMyLIecTBEHHO NO abaomuHanbHomy Tuny. Mono-
Bble OpraHbl ChOpMMUPOBAHbI MO XEHCKOMY TuMy, npa-
BUIbHO (MOCIE MNACTMKN HAPYXHbIX reHuTanun). MNo-
nosoe pa3sutue Ax 1, P 2, Ma 3, Me HeT. B pe3ynbratax
aHanm3a o06palwaT Ha cebs BHUMAHME NOKasaTenu
ropMOHanbHOro uccnefosanusa ot 31.01.19: 17-OH-npo-
rectepoH - 279umonb/n  (0,24-7,82); AKTI - 81 nr/mn
(MeHee 46); PeHuH — 47,2 MKMEa/mn (2,8-46,1); KopTn3on
KpoBu — 08:00 - 39,3 Hmonb/n (150-660), 16:00 - 1374
Hmonb/n (150-660); nponakTuH - 618 MME/n (105-660),
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OCr-1,2mkME/n (1,0-4,2); NI -14mME/n (0,3-1,0);
TectoctepoH - 0,02 Hmonb/n  (0,1-0,35);  3cTpaagu-
on - 0,05Hmonb/ 1 (0-0,029); TupeonaHbIn cTatyc (TTT,cB.
T4) — 6e3 naronoruu. PeHTreHorpatua KucTein pyk u
Nyye3ansiCTHbIX CyCcTaBoB OT 29.01.19: KOCTHbIA BO3pacCT
cooTsetcTByeT 12-15 rogam. bes JuHaMUKK B CpaBHeHUK
C peHTreHorpaduen ot mioHa 2018 roga. Y3 OMT ot
01.01.2019: pa3mepbl U Pa3BUTME TEHUTANUN COOTBET-
CTBYeT HopMe Ha 9-10 neTHnit Bo3pacT (Bo3pact 5 ner).
Y31 OMT oT utoHs 2018-pa3mepbl U pa3BUTHE FEHUTANN I
COOTBETCTBYET HOpME Ha 7 NeTHMiA Bo3pacT. Y3U monou-
HbIX Xene3 oT 29.0119: HannuKe Xene3ucTon TKaHU yKa-
3bIBAET HA ONEepexeHne NonoBoro pa3sutusa. KoHcynb-
TaumsA Bpaya reHetuka ot 11.02.19: no aHaMHeCTUYeCcKum
AaHHbIM, 06bEKTUBHOIO OCMOTPA M NapPaAKNNHUYECKUM
[AAHHbIM Y MALMEHTKN COYETaHHAA MaTonorua: agpeHo-
eHUTANbHBIA CUHAPOM U cMHAPOM MNTP (XpOMOCOMHbI
aHanu3 ot 10.10.2016 — 46XX, YXeHCKui Kapmomn).

Ha ocHoBaHUM NpoOBeAeHHOro 06cnenoBaHus 6Gbin
BbICTAB/IEH AWArHo3: BpoxaeHHaa AMCchYHKUNS KOpbl
HaANOUYEUHMKOB, BUpUNbHas dopma. ConyTcTBYIOWNIA
anarHos: MMP uUeHTpanbHOro reHesa, No M30CEKCY-
anbHoMy Tuny, HenonHoe (Tenapxe, ny6apxe). Oxupe-
HUE 3K30reHHO-KOHCTUTYLMOHanbHoe 2 ctenenun (SDS
Beca: 2,03), HapylleHne TONepPaHTHOCTU K YrneBoaam.
MayMeHTKa BbINMUCHIBAETCA B YAOBETBOPUTENLHOM
coctosiHuu. lpoBefeHa Koppekuus Tepanuu ¢ y4etom
MOJSyYEHHbIX NaBOPATOPHbIX JAHHbIX: MOBbIEHA [03a
npenapata Kopted c 12,5 mr/cyT no 17,5 mr/cyT. YBe-
nnyeHa Ao3a npenapara.judepennH cornacHo macce
Tena ¢ 2,5 mr/mec 1o 3,75 mr/mec-8/m 1 pa3 B 28 aHeN.
Ha ocHoBaHuU NabopaTopHbIX AAHHBIX Y 06bEKTUBHO-
ro 0CMOTpPA CKNafblBAETCA BreyatneHre o0 TOM, YTo na-
LUMEHTKA HeperynsipHo NPUHUMAET Ha3HAYEeHHble npe-
napatbl, TO3ITOMY C MaTepblo pebeHkKa 6bina NpoBefeHa
pa3bsicHUTeNbHasA 6eceaa.

O6cyxpeHne. BAKH-reHeTMueckoe, NoTeHLMANbHO
neTanbHoe 3aboneBaHune, KOTOPOE UMEET UETKMIl ana-
FHOCTMYECKUIA MApPKep N ONTUMAsibHbIM 06LLEMUPOBLIM
METOfIOM €ro [AMarHOCTUKM B HacTosllee Bpems ABNSA-
€TCS HeoHaTaNlbHbI CKPUHUMHT. OH €T BO3MOXHOCTb
BepuULMPOBATb MarHO3 B paHHEM BO3pacTe, Ha3Ha-
UNTb 3AMECTUTESNbHYID TOPMOHaNbHY0 Tepanuio (31T),
YTO HEO6XOANMO NS FAPMOHUYHOTO CBOEBPEMEHHOIO
(hn31MYecKkoro 1 NonoBOro PasBuTUs, U NO3BONAET CO-
XPaHWTb KAUeCTBO XWU3HW NaLMeHTOB. [laHHble KNUHU-
UeCKoro cfyyas nokasblBaloT BaXXHOCTb CBOEBPEMEH-
HOTO BbISIBMIEHUS 1 TePanumn BPOXAEHHON ANCHYHKLNY
KOpbl HAANOUEUHUKOB. B CBA3M C AOCTAaTOUHO NO3AHUM
Ha3HaueHuem 31T He yaanocb n3bexarb NPOrpeccmpo-
BaHMA 60Me3HM B BUAE MACKYNTMHM3ALNMN HAPYXHbIX M0-
NOBbIX OPraHoB, paHHee NosiBNeHKue nybapxe 1 Tenapxe
B BO3pacTe 3 NeT, pe3kon npubaBku B Bece A0 10 Kr u
pocTe 40 7,5 cm. 3aboneBaHune He 6bin0 CKOMNEHCMPO-
BaHO B [J0CTATOYHOW Mepe 13-3a HU3KOW NPUBEPIKEHHO-
CTW MaTepyn NaLMEHTKN K neueHunto. MHoroakTopHOCTb
naronorun TpebyeT BeaeHne pebeHka CneLnanncramm
pasHbIX Npoduneil: neanaTpom, 3HAOKPUHONOIOM, ypo-
NIOTOM-aHIPONIOrOM, TMHEKOIOTOM, NCUXOMOrOM.
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KNUHNYECKUIA NPUMEP: CNHAPOM
IMIOKO30-TA/IAKTO3HON
MA/TIbABCOPBLIN

MewaHuHoBa H.B., boHaapeHko [1.A.,
Matuesa [.B.

HayuHbie pykosodumenu:
epay-2acmpo3nmepono2 AHyweHko A.O.,
K.M.H., doyeHm LWunoea M.M.

Kadenpa chakynbtetckon neaunatpun Nd
®TAQY BO PHUMY um. H.1. Mnporosa
MuH3apaBa Poccum
HauMoHaNbHbIV MEANLUHCKIIA NCCNea0BaTeNbCKUI
LleHTp 3n0poBbs [leten

MMoK030-ranakTo3Has Mmanbabcopbuna — pegkoe
obMeHHOe 3abofneBaHMe C AyTOCOMHO-PELECCMBHBIM
TUNOM HacneaoBaHUsA, NPOABNAOLIEECS HAPYLIeHneM
BCACbIBAHWUSA MMIOKO3bl 11 ranakTo3bl B TOHKOM KULIeY-
HUKE, W, KaK CNefCcTBME, TAXKENDbIM TEUEHMEM C MePBbIX
JIHEN XU3HW C OCMOTUYECKON IMapeen n runoruapara-
Lmen. HapyleHne BcacbiBaHUSA [MIOKO3bl U ranakTo3bl
06ycnoBneHo fedeKToM HaTPMIA-TIOKO3HOTO KOTPAHC-
nopTtépa 1-ro TMna, KOTOPbIA 06ecnevnBaeT aKTUBHbI
TPAHCMOPT NOKO3bl 1 CTPYKTYPHO CXOLHOM C Heli ra-
NaKTO3bl M3 MPOCBETA TOHKOW KWWKW B 3HTEPOLMUTI.
Kpome TOro, HaTpWiA-MMIOKO3HbIA KOTPAHCMOPTEP-1
CMoco6CTBYeT peabcopbLun rMOKO3bl B MPOKCMMASIb-
HbIX KaHanbuax nouyek. TPyaHOCTb AWArHOCTUKU 06Y-
CNOBMeHa PeaKo BCTPeUaeMoCTbio JaHHOW NaToNOrMn
1 60NbLINM KONUYECTBOM 3a60M1€BaHNIA, MTPOTEKAIOLLNX
C CHAPOMOM Manbabcopbuuu.

Pe6éHoK X., 5 n. 11 mec., OT 6NU3KOPOACTBEHHOIO
6paka (MaTb n OTel — ABOKPOAHbIE 6pAT U cecTpa).
N3 aHamHe3a M3BECTHO, UTO Y pebEHKA HA rpyaHOM
BCKAPMNUBAHUU C POXOEHUA MOCNe KaXAoro Kopm-
NEeHNsA XUAKWUIA, BOASHUCTDIN, NepUoaNUECcK XUPHbINA
ctyn. B ¢Bs3m ¢ yem B Bo3pacTte 1 mecsaua nocnenosa-
TeNbHO MepeBefeH Ha 6e3M1aKTO3Hble CMeCU, CpefHe-
LlenoyeyHble TpUrnuLepuabl, CoeByto cMmech. MocTosH-
HO nonyyan epmeHTOTEPANNIO, aHTUOAKTEPMANbHYIO
Tepanuio. C 8 Mec. nepeBeféH Ha NapeHTepanbHoe Nu-
TaHuWe, IHTepanbHO Monydyan 6€3MONOUHYI0 CMEeCh, 3a
CYET Yero OTMEYaNnoCb He3HAUUTENbHOE KNUHNYECKOoe
ynyyweHue.

B 11 mec. Bnepsble NOCTYNWM B rAaCTPOIHTEPONIONN-
ueckoe otgeneHue. Mpyu ocMOTpe COCTOSIHUE TAKENOE,
Xano6bl Ha OTCYTCTBMe MPUGABKM B Macce, yacTbii
XUAKUA HenepeBapeHHbl cTyn Ao 10 pas, pasapa-
XUTENbHOCTb, KAaNpM3HOCTb, 6ECNOKOWCTBO nocne
efibl, BbIpAXEHHOe B3AyTue XUBOTA. JIUXOpafKa, WH-
TOKCUKALMSA, BbIPAXEHHOCTb KMWEYHOr0 CMHAPOMA M
6eNKOBO-3HepreTNUeCcKkan HefoCTaTouyHoOCTb. Ha doHe
MPOBeAEHHOW UH(Y3NOHHOW Tepanum NOSBUIUCL U3-
MEHeHUs: pebeHoK Npn6aBaan B Macce, Kynnposanacb
BOCManuTenbHas aKTUBHOCTb, HO BbIPAXEHHOCTb Ki-
LWEYHOro CUHAPOMA 1 (DYHKLMOHAMbHbIE PacCTPOICTBa
COXpaHanucb. B xofe KomnneKcHoro o6cnefoBaHus
ObINN UCKMIOYEHbI LieNnakns, MyKOBMCLMAO3, aHIH-
JOKPUHO3 KWLWEYHWKA, aMMHOoALMaoNaTuu. YunTtblisas



TMCTONOTNYECKOe 3aknloueHne 6GMONTAToB, BbICOKME
TUTPbI AyTOAHTWUTEN, HANnUuue annepruyeckoro Kom-
MOHEHTA NOMHOCTbIO UCKMIOUMTb AYTOMMMYHHOE Nopa-
KeHUMe KULEUHWKA He NPeACTaBAsn0Ch BO3SMOXHbIM, B
CBA3N C UeM pebeHKy HazHaueHbl [MIOKOKOPTUKOCTEPO-
nabl N3 pacueta TMr/Kr BHYTPUBEHHO C NepexooM Ha
nepopanbHbii NPUEM — C YMEPEHHON NONOXMUTENbHON
JUHAMUKOW.

Ha ocHOBaHUM AaHHbIX OCMOTPA, OTCYTCTBUSA Bbipa-
XEHHON MONOXWUTENbHON AMHAMUKN HA hOHe NPOBO-
AMMOMW Tepanuu, OpraHNYecKoil NaTonormm U rncTono-
FMUYECKMX W3MEHEHUN, Hannuns HetpoKanbLMHO3a, a
TaKKe KOHCYNbTaLMi UETONOra, reHeTKa, Hedpono-
ra Henb3s UCKNIOYNTb TeUeHME TMHK030-TaNlaKTO3HOI
HE[OCTAaTOUHOCTN. 3 paLnoHa MCKKUNAN NPOAYKTbI,
cofepxalime rMKo3y, caxapo3y, ranakrosy u nakro-
3y. Ha 4-ble CyTkM OT Hauana AueTbl OTMeYanacb Bbl-
PAXEHHAs NOMOXMTENbHAS AMHAMMKA: YacToTa CTyna
cokpaTunacb fo 5 pas, a uepes Hepeno — ao 1-2 pas.
Cryn odopmneHHbin, B3ayTWe U ra3oobpa3oBaHue
KynupoBanucb. YUMTbiBas MOMOXUTENbHYK AMHAMMU-
Ky, ynydleHue O6WEro COCTOSHWUSA, HOPMANM3auMio
IMOLMOHANbHOrO (hOHA, KYMMPOBAHUE KWLIEYHOTO
CMHAPOMa 06bEMbI NAapeHTEPaNbHOrO NUTAHUSA nocTe-
MEHHO YMEeHbLIEHbI 10 MOMHOW OTMEeHbI, Ha JOHe uero
obliee COCTOsHME peBEHKa OCTaBanoCb CTABUIIbHbLIM,
B Macce NOCTENEHHO NPU6aBNAN, KWIWIEUHbIA CUHAPOM
OTCYTCTBOBA/. 3aTeéM HAYaTO CHUXKEHMe [03bl MHKO-
KOPTUKOCTEPOUAOB A0 NOMHOW OTMeHbI. C 11 Mecsues
Ha oHe Noao6pPaHHOM AMETbl COXPaHAN KNUHUKO-Na-
60paTOPHYI0 PEMUCCUIO.

Hactoswasa rocnutanusaums B Hedponorunyeckoe
oTneneHune «HMULL 3mopoBbs feTei» Bo3pacte 5 n. 11
MeC. B CBA3W C runepkanbumemmein. C uenbto 3amen-
NleHns NporpeccupoBaHus HepoKanbLWHO3a Ha-
3HaueHa Tepanusa — UUTPaTHas cmecb. MepeBeféH B
racTPO3HTEPONOTMYECKOe oTaeneHue. Mpu oCMoTpe:
macca 21,3 kr, poct 116,3 cm (SDS +0,5). Dusnueckoe
pa3suTtue cpeaHee, rapmoHuyHoe. UMT 15,75, SDS UMT
+0,2. XXMBOT BbICTYNaOWNIA, NPU NanbnaLnm MArkui,
6e360ne3HeHHbIN BO BCex oTaenax. Cryn odopmneH-
HblA M Kalleobpa3Hblid, 1-3 pa3a B eHb, 6€3 naTono-
rmyecknx npumeceir. NMpoBefeH MiOKO30TONEPAHTHBbIN
TeCT, pe3ynbTaT KOTOPOro COOTBETCTBYET MAOCKOW Ca-
XapHOM KPWUBOWA, UTO HE WCKMIOUYaeT Manbabcopbumio
rMOKO3bl. B pe3ynbrate MoNeKynsapHO-reHeTMYecKoro
uccnefoBaHua B 3k30He 15 reHa SLC5AT BbiiBNIEH HY-
KneoTuaHbin BapuaHT c. 1916del (chr22:32506121del;
NM_000343.3) B rOMO3UTOTHOM COCTOAHMN. HyKneoTtna-
HbliA BAPUAHT OMNKUCAH B MEXAYHAPOAHOW 6a3e AaHHbIX
HGMD professional y nauneHToB C MMIOKO30-raNaKkTo3-
HoW manbabcopbuuen. CornacHo 6aze AaHHbIX OMIM,
myTauuu B reHe SLC5AT onumcaHbl y NALUEHTOB C M-
KO30-ranakTo3Holl manbabcopbuuen (OMIM 606824),
Hacnenyemomn No ayTOCOMHO-PeLeCCUBHOMY TURY.

CoueTaHne CMHAPOMA ManbabcopbLuUM [OKO3bI,
ranakTo3bl, Caxapo3bl W NaKTo3bl, HepoKanbLUHO3a
U NONOXMTENbHOW AWHAMUKM HA (DOHe 3nMMUHALM-
OHHOW [MeTbl, NO3BOAUNO CYy3UTb AMArHOCTUUECKNI

MOWUCK N CBOEBPEMEHHO MOCTaBUTb JUATHO3, BNOCNEA-
CTBUM NMOATBEPXKAEHHDI MONEKYNAPHO-TEHETUUECKUM
nccnefoBaHnem. MporHo3 61aronpuUsTHBbIN.

No3AHAS AUATHOCTUKA BPOXXAEHHOM
TPOMBOONNNN
borauesa B.M., A6auesa K.E.
HayuHblli pykosodumenb: doyeHm, K.M.H. /lapuHa /1.E.

Katheapa nponeneBTuKN AETCKUX bonesHen NO
®OrAQY BO PHUMY um H.N. Muporosa M3 PO

lemaToreHHas (BpoxaeHHas) Tpomb6odunus npegq-
CTaBNAeT COB60I CKMOHHOCTb K Pa3sBUTUIO peLuanBin-
pyloLmux TPOM6030B, NPU KOTOPOI onpeaenserca ae-
(ULUT eCTeCTBEHHbIX AHTUKOArynsHTOB. BO3MOXeH
OTAMOLLEHHbIN CEMEHbI aHAMHEe3 MO CepAeUHO-CoCy-
ANCTbIM 3a60neBaHnAM: UH(APKT MUOKapaa, Ulemu-
YECKUIA MHCYNbT 1 T.N. TaKxKe AN reMaToreHHon TpoM-
60(MUNNA XapaKTEPHO HOCUTENbCTBO MHOXECTBEHHbIX
NPOTPOMOOTUYECKUX  NONUMOP(HU3MOB,  Harnpumep:
myTauuu reHos Fll, FV (daktop Nenaena), PAI-1u ap.

MpoTpombuH (KoarynsumoHHbiin haktop 1l) asna-
eTcs cybcTpaTtom Ans 06pa3oBaHMs TPOMOMHA, KOTO-
pbi KaTanu3mpyet obpa3oBaHue n3 GubprHa 0CHOBDI
Tpom6a. Monumopdusm reHa Fll npuBOAMT K €ro NoBbI-
WEHHOW 3KCMPeCcUMn M YBENMUMBAET PUCK Tpombo3a.
[eTepO3MroTHbIMU HOCUTeNAMK reHa fABnaTca 2-3%
npeacTaBuTeNen eBponeiickon pacl.

MakTop V akTuBmMpyetr obpasoBaHMe TpoMbUHA M3
npoTpombuHa. ToueuHas MmyTaums reHa FV npupaert
YCTOWUNBOCTb aKTUBHOW hopme hakTopa /lelifeHa K
paciennsiowemy AelcTeuto nporenHa C, Yto npuso-
OMT K runepkoarynauum. Yacrora BCTpeyaemocCTy B no-
nynauum 2-6%.

benok PAI-1 nHrM6MpyeT akTUBHOCTb TKAHEBOIO akK-
TMBaTOPa NNasMMHOreHa,

OTBEUAKLLEr0 33 06pa30BaHue NNA3MIHA, U, CNejo-
BaTeNbHO, NoAasnset ubpuHonus. Ero mytauns npu-
BOAUT K YBENWUUEHUID €ro 3KCMpeccuu, a Takke K no-
HUKEHUIO YPOBHSA NNa3MUHA N YMEHbLIEHWNIO CKOPOCTU
npoTeonmsa PubpUHOBOro Crycrka.

KnuHnueckuii cnyyvai.

MauwenT P, 17 net noctynun B Mopo3osckyto [IKb
€ anobamu Ha TAHyWMe 601K B 061aCTM KpecTua, up-
paguupytoLLme Mo 3aiHeil NOBEPXHOCTU NeBOro 6eapa,
OTEK NeBON HOTU.

AHamMHe3 XWU3HW: paHHee pa3BWUTMe MO BO3PaCTy.
MpodunakTuyeckne NPUBMBKNA NO HALWUOHANBHOMY
KaneHpapto. AnneproaHamHes: NoANHO3.

26.04.2019 onepuposaH B ATKb um. ®unatosa no no-
BOAY 0CTporo ¢nermoHo3Horo anneHamumta. 01.05.19
BbIMWCAH B CTabUNbHOM COCTOSAHWW. B TOT Xe JieHb no-
ABUANCb 60NN B NEBOW ATOAMYHON 06MacTK, 06NaCTy
KpecTua. 04.0519 B CBA3M C ycuneHuem bonen, mewa-
IOLLNM HOPMANbHOW XU3HeaesaTenbHOCTH, 06paTuncs
8 AAITKb um. ®unartosa, rae 6bi1a npoBefeHa ynbTpas-
ByKoBas gonnneporpacus (Y3Ar) noas3nouHbIX cocy-
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[0B, N0 pe3y/nbTaTaM KOTOPOI BbiABUIN TPOM6GO3 fe-
BOW NOJB3/0LWHOI BeHbl. focnuTanusnposaH B MATKB.

Mpn 0CMOTpe OTEK MATKKUX TKAHel IeBOI HOTK, pas-
HULA OKPY)XHOCTEW [0 4 CM.

6.0519 no gaHHbIM Y3[I' COCYAOB HMXHUX KOHeY-
HOCTEN: CneBa HapyXHas noaB3aollHas, oblas 6e-
ApeHHas (OBB), BepxHAs MOMNOBUHA MOBEPXHOCTHON
6eapeHHoit (MBB), rybokon 6eaHoit (TBB), 6onbLOK
NOAKOXHOI BeH (BMNB) paclumpeHbl, NPOCBET OKKMIO3N-
OHHO 3anonHeH HEOAHOPOAHbIMU TPOMOOTUYECKUMU
maccamu, KpOBOTOK He onpefensieTcs. B koarynorpam-
Me nosbilenune A-gumepa 2060,5 Hr/mn (0,0-230,0 Hr/
Mn), AUTB 55,4 CEK 1 CHUKEHWUE NPOTPOMOBUHOBOIO WH-
nekca (MTK) 65,0% Ha hoHe aHTUKOArynsHTHON Tepa-
MUK, CHUXKEeHNe YpoBHA npoTenHa S 36 %, npoTenHa C
55 %, aHTU-Xa-akTMBHOCTb 0,38 E/mMn. OTpuuaTenbHble
npsamas npo6a Kym6ca 1 BOMUYAHOUHbIA QHTUKOATYNSHT
UCKNIOYAT aHTUGOCHONNNNUAHDINA CUHAPOM.

Mo pe3ynbTaTaMm reHeTMYECKOro MCCNefoBaHus Y
nauueHTa OBHapyXeHbl reTepo3uroTHble myTtauun FV
Leiden (ren chaktopa V), G20210A B reHe npoTpom6uHa
(chaktop 11), 4G/5G B reHe PAI-1 (reH uHrnbuTopa ak-
TMBaToOpa nnasmuHoreHa-1), G29926C 8 rexe THBS (re
Tpom6ocnoHanHa-4), C807T B reHe Gpla (reH rnukonpo-
TenHa Ill). AHanoruHbie MyTauun 6binn 06HaPYKEHD
B reHoMe MaTepyn pebeHka, UTo NOATBEPANNO Hacnea-
CTBEHHbIN XapaKTep 3a60neBaHNs.

B cBA3M C JaHHbIMK pe3ynbTaTaMun NOCTaB/ieH OKOH-
yaTenbHbIil JUArHO3: remaToreHHasa Tpombohunus (ge-
OULMT eCcTecTBEHHbIX aHTMKOAryNAHTOB — NPOTEMHOB
S 1 C, HaNUUNe MHOXECTBEHHbIX MPOTPOMOOTUUECKNX
nonMmopgmM3mMoB, B TOM YNCNE FETEPO3UTOTHbIX MyTa-
unii haktopos Il n V (NleigeH), NHrnéuTopa akTUBa-
TOpa nnasmuHoreHa). OCNOXHeHNe: NeBOCTOPOHHNIA
uneoemopanbHbll BEHO3HbIN TPOM603.

NeueHue: renapuH c ysenuyeHmem [o3bl ot 18 fo
30 Efl/kr/u HenpepbiBHON WHdy3Men A0 20.05, KOH-
LLeHTpaT aHTUTpom6uHa Il 1000 E[l B/B CTpynHO NO5
11, 14,16,18,20.05; KOHLIEHTpaT npoTenHa C B/B CTPYIHO
1500 EA NO2 22 n 24.05, nantenapuH Hatpusa 10000 EJ
X2 p/a n/k 20 1 21.05, HaaponapuH Kanbumsa 11400 E[l
X 2 p/n 22-24.05. B KOHTPONbHOI Koarynorpamme no-
Cfie npoBefieHHOro nevexus: A-gumep 1701,5 Hr/mn
(0,0 - 230,0 Hr/mn), AUTB 63,8 cek, MTN 59,0%, NpoTeunH
S 32,8 %, npotenH C 62 %, aHTU-Xa-aKTMBHOCTb renapu-
Ha 113E/mn (,[I,OCTI/IFHyT Lleneson ypOBeHb). Ha nosTop-
Hom Y3[I[' oTMeyanocb Hayano pekaHanusauum TPOM-
6a. C NONOXUTENbHOW JUHAMUKOW BbIMUCAH [OMOW B
yOOBMETBOPUTENIbHOM COCTOSIHUM NOA HabnwgeHue
neauarpa, rematosiora, Kapauonora no Mecty XuTenb-
CTBa HA aHTUKOAryNAHTHOW Tepanuu B Buae Aante-
napuHa Hatpusa 10000 E[l unu HagponapuHa Kanbuua
11700 E/l (pa3oBas 403a) 2 p/A n/K He MeHee 3 MecsLEeB
nofi KOHTPONeM YPOBHA aHTU-Xa-akTuBHOCTM (uene-
Bble 3HaueHus 0,5-1,2 Efl/mn).

Mpu nocneayowen rocnnTannM3auun B KOHLE NIOHA
2019 roga OTMeUancs YMepeHHbI OTeK MATKUX TKa-
Hen NeBOW roNieHN, pa3HuULA OKPYXHOCTeN [0 2,5 CM.
B koarynorpamme copepxaHue [-aumepa 371,5 Hr/mn,
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npotenH C 88%, aHTU-Xa-aKTUBHOCTb renapuHa 1,31 E/
mn. Y3 HMKHEen KOHeUHoCTu oT 27.06.19: OBB Huxe
cheHo-themopanbHoro coyctbs (COC), MBB — pekaHa-
nu3aumns 80-90%, NBB — B BEpXHEN NOMOBUHE peka-
Hanu3auusa 5-20%, B HWXHEN NMONOBUHE — OKKNIO3US;
noakoneHHaa BeHa (MB)— pekaHanusaums 5-10%,
3a/iHAa 6onbluebeplioBas BeHa (366B) — OKKNIO3NOH-
HO 3aMOfIHEHA TPOMOOTMYECKUMU MACCAMMU, HIDKHAS
TpeTb — pekananusauusa 90-95%.

[To cpaBHeHMI0 € uccnegosaHmem 21.05 BuaHa nono-
XUTeNbHasa AMHAMUKA. [IPOLOMKEHO fleyeHne Haapo-
napuHoM kanbuus 11700 EA x2 p/a n/x.

Ha MoMeHT nnaHoBoW rocnutanmsauuu 13.11.2019
Pa3HMLLA OKPYXHOCTW FrofeHen coctaBmna o 2 cm. Mo
pesynbTatam koarynorpammol: [I-gumep coctasun 19,0
Hr/mn, npoTenH C 83%, aHTKU-Xa-aKTUBHOCTb JOCTUMNA
LleneBoro 3HaueHus. Y3l HKHUX KOHEUHOCTEN: 3X0-
rpadmueckne NpuU3HaKW OKKMIO3MOHHOTO Tpom603a
HapY)XHOW NoaB3A0LWHOW BeHbl, OBB, MBB, 6B, BIB,
MB, 36BB cne.a, yacTnyHas pexkaHanusauus. Mo cpas-
HEHUIO C uccneqosaHuem 27.06 nonoxutenbHaa auHa-
MUKa. MPoJoMKEeHO fleueHre HaZPONapUHOM KanbLms
11700 EA x2 p/a n/x.

B 3aKknioueHne MOXHO CKa3aTb, UTO OTATOLLEHHbIN
reHeTUUeCKM aHaMHe3 Mo MyTauuam reHos FV (dak-
Top Nenpena), Fll, PAI-1 B coueTaHun ¢ aeduuUTOM
npotenHoB C 1 S NPUBOAUT K PUCKY HapyLLIEHMNA peono-
rM KPOBM 1 TPOMO0OO6PA30BAHUSA NPU HANMYUMN TPUT-
repHoro pakTopa, KOTOPbIM B AAHHOM Cyyae SABUACS
(hNermMoHO3HbIN anneHauLNT U nocnegyoliee onepa-
TWBHOE BMeLIaTeNbCTBO. PaHHAN AMArHOCTMKA TPOM-
60(hMnunN OYeHb BAXHA, TaK KaK MPEBEHTUBHbIE MEPbI
1 CBOEBPEMEHHO HauaTas Tepanus MOryT NpeaoTspa-
TWTb pa3BuTUe TPom603a. Takke TaKUM MALUEHTam
CNeAyeT yuuTbiBaTb CEMeNHbIN XapaKTep AAHHOMO 3a-
60neBaHNs B CyYyae OOHAPYKEHUN CXOXKMX Xanob y
6MN3KNX POACTBEHHUKOB.



KNNHWYECKUI cnqu|7| 3MBONNN
AMHNOTUYECKON XXUAKOCTbIO
Koctoesa P.M., bazanuu O.A.

HayuHbiii pykoeodumerb: K.M.H. 00ueHm Kagheopbi
akywepcmea u 2uHekonozuu um. npogp. IA. Yuwakosol
Pydaeea Enena BnadumupoeHa

®rb0Y BO KemepoBCKMM roCyqapCTBEHHbIN
MeaWLMHCKIN YHUBEpCUTET MIH3paBa Poccum

AHHOTaums: 3M60INA aMHMOTUYECKOWN XKUAKOCTBIO
(3AX) — KpuTUUECKOE COCTOAAHME Y  6epemMeHHbIX,
POXeHWL, W POAWTbHUL, CBA3aHHOE C MNonajaHuem
AMHUOTNYECKOW XUAKOCTU N ee KOMMNOHEHTOB B fe-
FOYHbIA KPOBOTOK MaTepu C pa3BUTMEM OCTPON Ti-
MOTEH3MKU MU BHE3AMHOW OCTAHOBKM CepALa, 0CTPON
AbIXaTeNbHON HEeAOCTaTOYHOCTU W NPUCOEANHEHUEM
koarynonatuu. Yactotra JAX BapuabenbHa B pasHbiX
CTPaHax, HO MPU3HAHHbIM YPOBHEM cumTaeTca 1 cny-
uail Ha 20 Tbic. poaoB. K dhakTopam pucka OTHOCAT:
BO3pacT matepu 6onee 35 neT, MHOrOBOAME, UHTEH-
CUBHbIE CXBATKN BO BpemMsA pOLOB, TPAaBMy XUBOTa, Ke-
CapeBo CceyeHune, MHAYKLMIO POLOB, AUCKOOPAMHALMIO
POAOBON [AeATeNbHOCTM, NpeanexaHue nnaLeHThl,
3KNaMNCUI0, MHOTOMNOAHYI0 BepeMeHHOCTb, pa3pbiB
MaTKU UMW WeKN MATKK1, NPeXaeBpeMeHHYI0 0TCNOMW-
Ky HOPManbHO PACnONOXeHHOW NNaLEeHTbl, CAXapHbliA
AMA6ET, MAKPOCOMMUIO, OCTPbIN JUCTPecC NNoAa, aHTe-
HaTaNbHYI0 U MHTPAHATANbHYIO MBENb, MYXCKON Non
nnoga. [ina 3AX xapakTtepHa ocTpas apTepuanbHas
runotoHus (CAI<9OMM pT. CT.), WOK MAN OCTAHOBKA
cepaua, ocTpas runokcus matepu (ANCNHO3, LMAHO3
nnn nepudepuueckas kanunnapHas catypauus O2
(Sp<90%) u nnopa, koarynonatus, [BC-CMHAPOM K
MacCMBHOE KpOBOTEUeHWe npu OTCYTCTBUU APYrux
NMpuMYnH. PaHHee Hauyano Tepanuu npu NOAO3PEHUM
Ha 3AXK — rnaBHblil (hakToOp, ONpPeaensoLmMiA NPOrHo3
Ana marepu u nnoga.

KnioueBble cnoBa: 3M60NMS, AMHUOTMYECKAA XUJ-
KOCTb, 6epeMEHHOCTb, [IBC-CMHAPOM.

CLINICAL CASE OF EMBOLISM AMNIOTIC LIQUID
Abstract

Amniotic fluid embolism (EAF) is a critical condition
in pregnant women, parturients and puerperas,
associated with the release of amniotic fluid and its
components into the pulmonary bloodstream of the
mother with the development of acute hypotension or
sudden cardiac arrest, acute respiratory failure and the
addition of coagulopathy.

The frequency is variable in different countries,
but a recognized level is considered to be 1 case per
20 thousand births. Risk factors include: mother's
age over 35 years, polyhydramnios, intense labor
during labor, abdominal trauma, cesarean section,
induction of labor, discoordination of labor, placenta
previa, eclampsia, multiple pregnancies, rupture of
the uterus or cervix, placental abruption, diabetes ,
fetal macrosomia, acute fetal distress, antenatal and
intrapartum death, male fetus.

Characteristic acute arterial hypotension (CAD &lt;90
mm Hg), cardiac arrest, acute hypoxia of the mother
(dyspnea, cyanosis or peripheral capillary saturation
of 02 (Sp02) &lt;90%) and fetus, coagulopathy,
disseminated intravascular coagulation in the absence
of other reasons. Early initiation of therapy for
suspected embolism of amniotic fluid is a factor that
determines the prognosis for the mother and fetus.

Keywords: embolism, amniotic fluid, pregnancy,
disseminated intravascular coagulation of blood

BBefieHne. 3IM60NMA aMHUOTUUECKON XUIKOCTbIO
(3AXK) KpuTUUECKOe aKylIepcKkoe COCTOAHME, XapaKTe-
pusylolleecsd CepaeyHO-COCYAUCTbIM U [bIXaTefibHbIM
Konnancom, Koarynonatuen. JAX 3aHumaeT Beayliee
MEeCTo cpeayu NPUUMH MATePUHCKOW CMepPTHOCTU BO
BCEM MUPE M OTHOCUTCA K PEAKUM 1 KpalHe TaXenbim
aKyLIEPCKUM OCNOXHEHMUAM. ITO OCNOXHEHME BCTpe-
uaeTca KpalHe peako, C 6onee BbICOKOW 4acTOTOW B
pa3BUTbIX CTPAHAX MUpa.

Mopo3peHune Ha JAXK npeacTaBnsieT co60M IKCTPeH-
HYI0 aKYLEpPCKylo CUTyaLuto U B 6ONblueid CTeneHu
HanoMMHaeT aHa(UNaKTOUAHYO peakumio. CMHAPOM
BKMIOYAET B Ce6s KAMHUYECKWE MPU3HAKKU, KOTOpble
HabnaaTca Npu aHadunakcum, CUHLPOME CUCTEM-
HOWl BOCMANMTENbHOW peakuun, CenTUUECKOM LIOKe
JINarHo3 CTaBMTCA HA OCHOBAHUM TaKUX KIMHUYECKNX
CUMMTOMOB, KaK OCTpas apTepuanbHas ruUnoTeH3uns
(CAI<90 MM T. CT.), LOK UM OCTAHOBKA CepALLa, 0CTpas
runokcua matepu (ANCnHo3, LnaHo3 unu nepudepuue-
cKas kanunnspHas catypauus 02 (Sp02) < 90%),
0CTpas runokcus nnofa, koarynonatus, ABC-cuHgpom
1 MacCMBHOE KpOBOTEYEHME.

PaHHee Hauano Tepanuu npu  NOAO3PEHUN
3AXK — dhakTop, onpegensowmii 6naronpUATHLIA NPo-
rHO3 115 MaTepu 1 NNoAa B UCXOfe POAOB.

YUunTbiBas HAYYHO-NPAKTUUECKYI0 3HAUUMOCTb 1 Ma-
NY0 OCBELWEHHOCTb B NUTEpaType, npobnema IAX sB-
NAETCA aKTyanbHOW. B CBA3M C 3TUM HUXKE NpeACTaBNeH
KNUHUYECKUI Clydait JaHHOW NaTonoruu.

Lenb nccnegoBanus: M3yuntb 0CO6EHHOCTU aHaM-
He3a, TeueHns 6epeMeHHOCTU U UCXO/bl POJIOB Y XeH-
LWMHbI C 3M60NNEN aMHUOTUYECKON XUAKOCTbI0. HanTu
BO3MOXHYI0 B3aWMOCBA3b MCXOAOB POAOB U CTENeHu
TAXKECTU MATOMNOrMUeckoro npouecca, B3aKMMOCBA3b
aHaMHe3a XWU3HU U TeueHue nepnoga 6epemMeHHOCTH.

Matepuanbl 1 meTofbl: PaccMOTpeH KnuMHWUYe-
CKMI cnyyan Ha 6a3e TAY3 KO «O6nacTHas KnuHuYe-
CKas 60MbHMLA CKOPOW MEeSULMHCKOW MOMOLM WM.
M.A. Moarop6yHCcKoro».

Pe3ynbratbl M UX 06CyXAeHMA. KnnHuuecknn cny-
yan. B ceHta6bpe 2018 roga nauueHtka H. 40 ner, 06-
patunacb B NPUEMHOE OTAeNeHMe PoaubHOro Aoma
FAY3 KO «06nacTHas KnuHuyeckas 60MbHNLA CKOPOIA
mMeauumMHCKon momouwm um. M.A. MoaropbyHckoro» ¢
Xano6aMu Ha NOBbILIEHWE ABUFATENbHOW AKTUBHO-
ctm nnoga. W3 aHamHe3a: 6epeMeHHOCTb [eBATas,
poabl — BOCbMble. [1Be npeablaywine 6epeMeHHOCTH
OCNOXHMWMNCb MHTPaHaTanbHOW rubenbld NNoaoB.,
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pPaHHMM NOCMEepPOAOBbIM MMMNOTOHUYECKUM KPOBOTEYEe-
Huem, Mo NoBOAY Yero naLMeHTKe NPOBOAMUNOCH Nepe-
NMBAHKUE CBEXE3aMOPOXEHHON nna3mbl. imenn mecto
OflHN npexAeBpemMeHHble pofbl B CpPOKe 32 Hepenwu
6epemMeHHOCTHN, OMH MeAMLIMHCKNIA abopT. OCTanbHble
pofbl NpoTeKanu 6e3 0CNOXHEHUN.

B )XeHCKOW KOHCYNbTaLun nauueHTka Habnwoganach
peryndapHo ¢ 9-10 Hegenb recraumu. bepemeHHOCTb
npotekana Ha ¢oHe aHeMWM GepeMeHHOW, KaHau-
[03HOrO BYNbBOBArMHNUTA, NENKOLUTYPUU, N30CEHCU-
6unnsauum no cucteme ABO. B 12 Heaenb Mo JaHHbIM
Y3 6bI10 AMArHOCTMPOBAHO MOMHOE npefnexaHue
nnaueHTbl. Y3 nposefeHHoe B cpoke 31,5 Hegenu re-
CTauuy BbIABMNO 3a4EePXKY pocTa Nnofa Ha 2 Hepenwu,
MPU3HAKN MNALEHTAPHOW HEeA0CTAaTOUHOCTU, HU3KOK
nnauveHtauuu. Mpu ABKe B XEHCKY KOHCYNbTaLuio B
Cpoke 39-40 Hepenb 6epeMeHHOCTN bblna PeKOMeHA0-
BaHa rocnuTanm3auus B poAuNbHbIN AoM. MpubaBka B
Bece 3a 6epemMeHHOCTb cocTaBuna 20 Kr. AHAMHe3 Xin3-
HW 6e3 0CO6EHHOCTel, annepronornyecknini aHamHes
He OTArOLLEH.

Mpy nocTynneHun B CTaLuMoHap obliee coCToA-
Hue yaoBneTsopuTesibHoe. KoXHble NOKPOBbI UMCTbIE,
06bIYHON OKPACKM 1 BNAXHOCTW. OTEKOB HeT. B nerkux
JblXaHWe Be3nKynapHoe, Xpunos Het. ToHbl cepALua
ACHble, PUTMUUHbIE, NYNbC 78 ya/MUH. A3bIK UMCTbINA,
BMAXHbIN. YXNBOT YBENNUEH 3a CUeT 6epeMeHHON MaT-
K, TP Nanbnauum MArkni, 6e360one3HeHHbIN BO BCEX
otgenax. CMMNTOM MOKOMlAYMBaHUA OTpuLUATENeH C
o06enx cTopoH. MouemucnyckaHune csobogHoe, 6e360-
nesHeHHoe. CTyn B HOpMe.

Mpw nccnepoBaHMK NOKaNbHOMO CTaTyca: MaTka yBe-
NINYEHA COOTBETCTBEHHO CPOKY recTaLluu, NpaBuIbHOK
OBOMAHOW (hOPMbI, C YETKMMM POBHBIMU KOHTYpamu,
B HOPManbHOM TOHYCe, HA Nanbnauuo He BO36yaANMa,
6e3bonesHeHHas. [onoxeHne nnoga NPoAoNbHoe, ro-
N0BKa NpUKaTa Ko Bxofy B Manbin Ta3. Cepauebuerue
nnoja NpurnyweHHoe, pUTMUYHOE C YacTOTON A0 144
ya/muH. Mpn BnaranuiHoOM UCCNeA0BaHUM ANATHOCTM-
poBaHa He3penas Welika MaTku.

bbin BbICTaBNEH JUArHO3:
OCcHOBHOW: bepeMeHHOCTb 40 Hefenb.

OCNOXHEHUs1 OCHOBHOrO: XpOHUYeCKas nnateHTap-
Had HeJoCTaTOYHOCTb. XpOHI/IHECKaﬂ FMNOKCusa nnopja.
3afepxKa pocTta nnoaa 1 creneHu.

MauneHTKa 6bina rocnMTanM3npoBaHa B oTaeneHmne
natonoruu 6epemeHHbIX, COCTaBNeH NNaH BefeHus co-
IMAcHO AeiCTBYIOLMM KNNHUUECKUM PEKOMEHAALIUSAM.

Ha yeTBepTble CYTKN rocnntanm3aunn, B CBA3N pa3-
BUTMEM PEryNsiPHON POAOBON AeATENbHOCTU W M3NU-
Tem OKONONNoAHbIX BOA, NaLMeHTKa 6bina nepeseae-
Ha B POAOBOE OTAeNeHMne. B akywepckom cratyce 6e3
ocobeHHocTen. Mo AaHHbIM BRArafMWHONO MCCnepo-
BaHWA: Onpe/ieneHa 3penas Wenka Matku (crnaxexa,
OTKpPbITUE MATOYHOrO 3€Ba 3 CM), NOATEKANM 3eMeHble
OKONONNOAHbIE BOAbI.

Mpw NocTynneHnn B pOAOBOE OTAENEHNE, YUUTbIBAS
3 CTeneHb puUCKa FHOMHO-CENTUYECKUX OCMOXHEHWN,
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6bina Ha3HaueHa aHTVI63KTepI/IaﬂbHaFI Tepanus. lpo-
BeleHa KaTeTepunsauma nepm@epmqecr(mx BEH.

Yepes yac OT MOMEHTa MOCTYNNeHUs B POAOBOE
OTAeNeHne, NauNeHTKa, Nexa Ha CrnuHe, OWyTUB He-
XBaTKy BO34yXa, pe3Kkylo C€naboCTb, Npu MNOMNbITKe
BCTaTb C KpPOBATK OCTynunacb, ocena Ha non. Mpu oc-
MOTPE, XEHLIMHA B NONOXEHUMN MONYNeXa y KpoBaTu.
MNpeabasnana xanobbl Ha HEXBATKY BO3AYXa, OAbILLKY,
cnabocTb. Oblwee cocToaHme Taxenoe. Co3HaHue cny-
TaHHOe, HAa BONPOCbI 0TBeYana c Tpyaom. KoxHble no-
KpOoBbl 6nefiHble, «XONOAHbINA NOT», aKPOLMAHO3, KOXa
6enep 1 xuBota 6arpoeoro useta. AJl 90/55 mMm pr.
CT., NYNbC 48 ya/MuUH. U3 0COBEHHOCTEN aKylLIEepPCKOro
CTaTyca — cepauebueHmne nnoga rmyxoe, pUTMUYHOE, C
yactoTon A0 80 yA/MUH. BblgeneHna n3 nonosbix ny-
Tel — 3eneHble OKONONMoAHble BObI.

YunTbiBas BO3HUKLLIME B POAAX OCMOXHEHUS, 3M60-
NN aMHUOTUYECKON KWAKOCTbIO 1 OCTPAA rUMOKCUA
nnoaa, No XU3HeHHbIM NOKa3aHMAM CO CTOPOHbI MaTe-
pu 1 nnoaa 6bIN0 NOKA3aHO IKCTPEHHOe poaopaspe-
leHNe NyTem KecapeBa ceyeHue.

B 10 yacoB 50 MUHYT 3a FONOBKY U3BNEUYEH XNBOWA,
JIOHOLLUEHHDbIN MNOA XKEHCKOro nona, maccon 3100 .,
AJIMHOIA 50 CM. C OJHOKPATHBIM TYrM 06BUTMEM BOKPYT
len NynoBKHOIA, C OLIEHKON No Wwkane Anrap 3/6 6an-
nos. VIHTpaonepaLyoHHO: MaTKa yLWnTa, 3NM304MYecKn
paccnaénsetcs. BBefieH oKCUTOLUMH 1,0 Mn B/B Kanenb-
HO, MeTUN3pro6peBnH 1,0 MN B/B, C MONOXUTENbHbIM
3thhekToM. PN HapYKHOM MAcCaxe MATKM AOMNOMHU-
TeNbHO MOPLMOHHO Bblgenunocb okono 500 mn Kpo-
BU, BBEIEH OKCUTOLMH 1,0 MM B/B KanenbHO, MUPONIOT
600 MKr pekTanbHo. O6wwasa KpoBonoTeps CoCTaBuna
1500 mn.

NocneonepaunoHHbIN AUATHO3:
OCHOBHoOI: CpouHble ONepaTuBHbIE PObl B CPOKE
40 Hepenb 6epeMeHHOCTU. IMBONMA aMHUOTMUYECKO
XUAKOCTbIO.

OcnoxHeHue: KapauoreHHbIn WoOK. MaccuBHas
KpoBonoTeps. lemopparnyeckuin WoK 1 CT. AHemus
CpefHen CTeneHu TAXKECTU CNOXHOro reHesa. OcTpast
TUNOKCUsA nnofa. XpoHMYeckas nnaueHTapHas Hego-
CTaTOYHOCTb.

Onepauuu: JKCTPeHHas Hagno6Kosas nanapoTo-
mus. Kecapeso ceueHue no fycakosy. 3TH.

MpuHMMas BO BHMMaHMe, 06beM KPOBSHUCTbIX Bbl-
JeneHunit, CTabunbHOE COCTOAHME NALMEHTKM, remo-
AMHAMUYECKMe MNoKasaTenu, OT OMepaTUBHOIO BMe-
IaTeNbCTBA PelleHo Bo3fgepxaTtbca. [poaonkeHa
WCKYCCTBEHHAA BEHTUNALMA Nerkux, HabnwogeHue B
YCNOBUAX Pa3BEPHYTON ONEPALMOHHON, UHTEHCKUBHASA
Tepanus, KOppeKLna reMocTasa, KOHTPO/b 3a 06 LUM

COCTOAHMEM, BblAENEHNAMN U3 NONOBbLIX I'IyTEI?I.

CoCTOsSHME MALMEHTKU COXPAHANOCH TAxenoe, 6e3
AnHamuku. MpoBogmnacb UCKYCCTBEHHAA BEHTUNALMA
nerkux. KoxHble nokpoBbl 6nefgHbie. Afl 92/85 MM prT.
cT., YCC 110 ya/muH. CUMNTOMbI pa3gpaxeHus 6powin-
Hbl OTpuLaTenbHblie. MaTka NNOTHas, yBenunyeHa B pas-
mepax. [pn maccaxke maTku Bblgenunocb okono 300 mn



XUAKON KPOBUM C HEBOMbLINM KONUYECTBOM CryCTKOB.
Mocne ocmoTpa KpoBOTEUEHME NMPOJOMIKANOCH. [10BA3-
Ka Ha XMBOTAa CMOYEHA KPOBbIO BAMKE K neBoMy yriy
wea. NMposoagnnacb remoTpaHcdy3na B COOTBETCTBUM
CO CTeneHbio KposonoTepu, Koppekuus ABC-cuHapo-
ma. NIpuHMMan BO BHUMaHMe NPU3HaKKU rMnoKoaryns-
LMOHHON cTaaum [IBC-cuHApoMa, oTcyTCcTBME 3hdhekTa
OT KOHCEpBAaTWBHOW Tepanuu, MPUHATO pELIeHWe O
NpoBefeHUN penanapoToMuUm, TOTabHON TUCTEP3KTO-
MUK 6e3 NPUAATKOB.

Yepes 4 yaca nocne poaopaspelleHns HauaTta one-
pauus.

NocneonepaunoHHbIN AUArHO3:
OcHoBHoOW: CPouHble OMepaTuBHbIE Pobl B CPOKE
40 Hefenb 6epemMeHHOCTU. IMBONUA aMHUOTUYECKOM
XWAKOCTbIO.

OcnoxHeHue: KapanoreHHbIn Wok. MaccuBHas kpo-
BonoTeps. femopparMyecknii WoK 3 CT., 06paTUMbIN.
[ABC-cungpom, runokoarynauma. OcTpas runokcus
nnoga. NMoctremopparuyeckas aHemus TAXENON cTene-
HU TAXECTW.

Onepauusi: IKCTpeHHass HaAano6kosas nanapoTo-
mus. KecapeBo ceueHue no lycakoBy. Penanapotomus.
IKcTMpnaumus matkiu 6e3 npupaTkoB. [IpeHupoBaHue
GPIOWHON MonocTu. KaTeTepusauusi MOAKIKUUUHON
BEHbI. ICKYCCTBEHHAs BEHTUAALMUS NErKnX. JHA0Tpaxe-
anbHblii HAPKO3. feMoTpaHcdy3ms.

O6wasn kposonoTeps coctasuna 2650 mn, BO Bpe-
Ms BTOpoK onepauun 400 mn. BocnonHeHa B o6beme
5850 mn.

)XeHwWwMHa 6bla nepeBefeHa B peaHMMaLMOHHOe
OTAeneHne poaunbHOro Aoma. CocTosHMe TaXenoe.
Mpopmonxana HaXoANUTbCA HA UCKYCCTBEHHOMN BEHTUNS-
umm nerkmx. KoxHbole NoKpoBbl 6negHbie. OTMeyanachb
0611an MacTo3HOCTb MOAKOXHOW KneTuaTku. Mpu ay-
CKyNbTaLUWmM AblXaHWEe BE3MKYNspHOe, XpUnoB HeT. All
140/80 MM pT. CT., Nynbc 100 ya/MuH. XXNBOT NOAB3AYT,
yMepeHHO 60/1e3HeHHbIN B 0611aCTV NOCNeonepauyuoH-
HbIX WBOB. Moua Nno KaTeTepy KOHLEHTpMpOoBaHHas. Mo
ApeHaXy M3 BPIOLIHON MOOCTY reMopparnyeckoe oT-
nensemoe. CoxpaHanacb aHemus (Hb=73 r\n).

B AMHaMMKe OTMeYanocb ynyulleHue nokasarenen
remoctasa. bbina HauaTta KOMMNEKCHas Tepanus no-
cneonepauyoHHOro nepuoaa, NPoBefeHa reMoTpaHc-
dy3us.

[lanbHenee TeueHWe nocneonepaLnoOHHOro ne-
puoja npoTekano 6e3 oTpuLATeNbHOW AMHAMMKKM. Ha
BOCbMble CYTKW MOCneonepaLnoHHOro nepuoaa nauu-
€HTKa 6blna nepeBefieHa B NOCNEPOAOBOE OTAENEHMe,
a Ha oAMHHaAuaTble CYTKM BbiMKMCaHA OMON 6e3 pe-
6eHKa. Pe6eHOK NepeBefieH B peaHMMaLMOHHOE OTae-
neHue 06NaCTHON KNMHNYECKOW JeTCKOW BOMbHULbI.

3akntoueHue. B | nepuone poaoB BO3HWKIO OCNOX-
HeHune — JAX. U3 umetowmxca akTopos pucka: BO3-
pact (40 ner), myxckoi non nnoaa.

Nmenn mecto Knaccuuyeckue KNMHUYECKUe nposis-
neHuns JAX: BHe3anHoe Hayano, yrHeTeHme Co3HaHus,

3dTOPMOXXEHHOCTD, 6011 B XUBOTE U prﬂ,HOI;I KneTke,
TaXUNHO3, UMNAHO3, TUMOTOHUA, TaXNKapaud, OAbllliKa,
HeXBaTKa BO3/yXa, 0CTPada rmnokcua nnoAa.

MauneHTKy, BbXMBLIKE nocne JAX 1 nnaHupyowme
cnegyoLyo 6epeMeHHOCTb He OTHOCATCA K Fpynne Bbl-
COKOro pMCKa NOBTOPHOTO Pa3BUTKA 3TOM0 CUHAPOMA.
Ony6/MKOBAHO HECKONbKO K/IMHUYECKUX ClyyaeB be-
peMeHHOCTeN Y NauneHToK nocne 3AX, B KOTOPbIX He
OTMeueHO peunanea JAX B nocnegyowyo bepemeH-
HOCTb. PUCK NOBTOPHOTO pa3Butua 3AXK KpalHe HeBbI-
COK, T.K. 3TO OC/IOXHEeHUe pa3BMUBAETCA B pe3ynbrate
BO3/e/iCTBMA QHTUTEHOB B AAaHHON 6epeMeHHOCTH.

CBoeBpeMeHHas [MarHOCTUKA W paHHee Hauano
Tepanuu npu noposperun AKX — daktop ycnewHo-
ro MPOrHO3a MATEPUHCKUX W MMOAOBbIX OCNOXHEHUN.
JAX ocTaetca OfHUM U3 CaMbIX TAXENblX COCTOAHUMN,
BCTPEYAILMMCA B MPAKTUKE aKyLepoB-THEKONIOroB
M QHECTe3MONOoroB. 3TO CBA3AHO C BHE3aMHbIM, He-
NpeacKasyemblM HAUanoM, TAKENOW KNUHNUECKOW Kap-
TUHOM W BbICOKUM YPOBHEM CMEPTHOCTU. 3HAUUTENBbHO
obneryaert BefleHne NaLMeHTOK C JaHHOW maTonoruen
Hanuume KNUHUUECKUX peKoMeHaauun MnHuCTepcTBo
3/1paBooxpaHeHuns Poccuinckonn Menepauum «3Imbonus
aMHUOTUYECKON XUAKOCTbIO: MHTEHCUBHASA Tepanus u
aKylepckas TakTuka», 2018 r.
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NHOEKLUWNOHHDIN SHAOKAPAUT
TPUKYCNUAANBHOIO KNAMAHA
KAK OCNO)XHEHUE ABYCTOPOHHEN
AECTPYKTUBHOW MHEBMOHMN
CTADWIOKOKKOBO 3TUONOrNN

Nonosa A.M., Munéxuxa M.10., bpbisranuna C.10.,
KapnukoBa K.b.

HayuHbiti pykogodumenb: K.M.H., doyeHm JlapuHa /1.E.

OrAQY BO PHUMY mm. H.W. Muporoea
MwnH3apaBa Poccum

NH(eKUMOHHbIA 3HA0KapANUT (M3) — Taxenoe xus-
Heyrpoxarwluee BocnanuTenbHoe 3abonesaHne 3HAO-
KapAa, NpeuMywecTBeHHO C MOpaXeHWeM KNnanaHoB
cepaua. B neamnatpuuecKoil NpakTMKe 4acToTa BCTpeYa-
emoctu coctaBnaet 0.05-0.12 cnyyaes Ha 1000 getcko-
ro HaceneHus. Yalue Bcero natonormyeckuin npouecc
pa3BMBAETCA Ha M3MEHEHHOM 3HAOKapae Yy AeTen C
BPOXEHHbIMM NOPOKaMM CepALa nocse unu 4o Xxmpyp-
rMYecKol Koppekuun, Ha )oHe MMNNaHTUPOBAHHOIO
KapanosepTepa-aecnbpunnaTopa, nocie ANUTeNbHO-
ro MCNonb30BaHWUA BHYTPUBEHHOrO JOCTyna Ans npo-
BEIEHMA reMofnani3a, XMMmoTepanumu n obecneyeHus
pebeHKa napeHTepanbHbIM NUTAHMEM, Y MOAPOCTKOB,
MCNOMb3YIOWNX NHBEKLUUOHHbIe HapKOTUKK. OQHaKo B
8-10% cnyuaes 13 BcTpeuaetcs y aetel 6e3 aHOManui
CTPOeHNA cepalia 1 PakTopoB pucka. Boicokas netanb-
HOCTb — 20% W TPYOAHOCTb AMArHOCTUKK W3 ¢ nopaxe-
HWEM HATUBHbIX KNANaHOB ONpenensioT akTyanbHOCTb
U3yUYeHNs TaKUX KNMHUYECKMX HABNIOAEHN .

Manbumk M., 4 roga 7 mecsiLeB, poguncs oT BTOpon
6epemMeHHOCTI, MepBbiX OnepaTuBHbLIX pogos (Taso-
BOE MpeanexaHue, ABONHOe 06BUTME MYMOBMHbBI) HA
38 Hepene recraumun. 3abonesaHue Havanocob 18.08.19
0CTPO C nogbema TemnepaTypbl A0 hebpUnbHbIX 3Ha-
UEHMI 1 Kawng. B TeueHne 10 AHEN rocnuTanu3auuu
Mo MECTY XWTeNbCTBA Monydyan uedTpMakCcoH, ganee
MKo3amuumH. Ha oHe Tepanuu ebpunutet coxpa-
HANCS, ManbuyuK 6bin BbiNncaH 6e3 ynyuweHuns. 10.09.19
rocnutanusuposaH B POKB YeueHckon Pecnybnukm ¢
AMArHo30M OCTpas BHE6ONbHUYHAA NMPABOCTOPOHHAS
cpeaHenoneBas MHEBMOHWS CPefHel CTeNeHW Tsxe-
CTW, TAe B KauecTBe 3TMOTPOMHOMN Tepanun MCnosnb3o-
BanuCb Npenaparbl 3alMILEHHbIX NeHNLUNINHOB. Ca-
MOCTOATENbHO NOKMHYB CTALMOHAP, Nocne obpaleHus
8 MAMKB 18.09.19 6bIn IKCTPEHHO FOCNUTANM3UPOBAH.

Mpy NOCTYNNEeHNN COCTOSIHUE TAXKENoe 3a CYET sB-
NeHUN AbIXaTeNbHOI HeA0CTaTOUHOCTH ([IH) U MHTOKCK-
KaLMOHHOro cnHapoma. KoxHble NOKPOBbI BnefHble ¢
3EMAUCTbIM OTTEHKOM, LLIMAHO3 HOCOryOHOTO TPeyronb-
HUKA. AYCKyNbTaTUBHO [AbIXaHWE XECTKOE, B HUKHUX
OTAEenax BNaXHble MenKony3sbipuaTble Xxpunbl, Y4 38/
MUH, SO2 92%. YCC 135 ya/MuH. MeueHb U3 NoA Kpas
pebepHon ayru — 4 cm. JlTabopaToOpHO aHeMUSA CpefHeln
cTeneHmn Taxectn — Hb 84 r/n, HEUTPOMNbHLIA Nneil-
KouuTto3 — WBC 22 Tbic/MKN. Ha KT opraHoB rpyaHon
knetkn (OTK) npusHaku [BYCTOPOHHEN MOMMCErmeH-
TapHON AECTPYKTUBHON MHEBMOHWM: NO BCEM CErMeH-

28

TaM JIEFKUX MHOTOYMCNEHHbIE OYary pasMepom o
15x12 MM, YaCTUUYHO CcofepXallme NonocTu, pa3mepamm
[0 8 MM B fnametpe. B 4 1 5 cermeHTax yyacTku ynnort-
HEHWSA NErOYHON MAPEHXMMbI.

Ha ocHoBaHMK aHaMHe3a, N1abopaTOPHO-UHCTPYMEH-
TaNbHbIX AAHHbIX U OCMOTPA 6Oblla AMArHOCTMPOBAHA
BHEOONbHMYHAs [ABYCTOPOHHAS MONWCerMeHTapHas
MHEBMOHUSA TAXENOrO TEUEHMSA, OCNIOXKHEHHAS AeCTPYK-
TWBHbIMK n3meHeHusmu, AH 0-1. Ha dhoHe npoBogMMon
aHTUbaKTepuanbHo (MeTpoHnaason, LedTpPMaKCoH co
CMeHOIl Ha Liedennm) 1 NHMY3NOHHOI Tepanum cocTo-
fIHMe C OTPMLATENIbHON AVHAMMKOW B BME HapacTaHus
ABNeHUN [IH, WHTOKCUKALIMOHHOIO CUHAPOMA, pPa3Bu-
TUA CepaeuyHoii HepgoctatouHoctn (CH). O6bEKTUBHO
23.09.19: TOHbl Cepaua NPUIMYLEHbI, CUCTONNYECKUN
wym B 4 Touke, UCC 156 ya/muH, YA 45/MuH, HapacTa-
HUe pa3mepoB NMeyeHu 1 ceneseHkn -7 n 1 cm U3 nop
Kpas pebepHOi Ayri COOTBETCTBEHHO, OTEKU TONeHell
n cton. B KNMHMYECKOM 1 BUOXMMUUYECKOM aHann3ax
KPOBW — HapacTan aHemuueckuin cuuapom (Hb mo 62
r/n) n neitkoumnTos go WBC 30 Tbic/mKn, CO3 6onee 140
Mm/u, CPB 0,2032 r/n, runonpotenHemus (06uwui 6e-
nok 61 r/n, anbbymun 26 r/n). Mo faHHbiM IXO-KI ot
23.09.19 MH(EKUMOHHDINA 3HAOKAPAMT C NOpPaXeHUeMm
TPUKYCNUAANbHOTO KnanaHa: HeaocTaTouHOCTb yme-
peHHas, peryprutauua 3+ B npoekuun cTBOPOK BU3Y-
anu3npoBanacb BbICOKOMOABIKHAS NIMHENHAA CTPYK-
Typa (Beretauus), nponaéupyoLias B nonocTb NpaBoro
npepcepauns, pasmepamu 1o 17 mm. Pacwupexue npa-
BbIX 0T4eNno0B cepaua. Ha Y3 opraHoB MOLLIOHKK OTey-
HO-MH(UNBTPATMBHDIE N3MEHEHUs MATKUX TKaHen. Mo
AaHHbIM IKI — cuHycoBas Taxukapgus, AnddysHble
M3MeHeHns MMokapaa. Ha 0OCHOBaHMM NpeaCcTaBNeHHbIX
JlaHHbIX 6bIN AMArHOCTUPOBAH MHMEKLMOHHBIA 3HA0-
KapauT TPUKYCMMAANbHOMO KNanaHa, o0CTpoe TeueHue,
HeJOoCTaTOYHOCTb TPUKYCNULANbHOIO KanaHa 2-3 cre-
neHn. HK 2A, KaK peakoe OCMOXHEHUEe THKeNoro 6ak-
TepManbHOro CUCTEMHOrO Mpouecca Ha JoHe AeCTPyK-
TWBHOW MHEBMOHUW. ICKanauusa Tepanuu — Ao6aBneH
BAaHKOMULMH. bblfia HauaTa KOppeKLmMa NpaBoXenynou-
koBom CH: dhypocemmz, CMMPOHONAKTOH, KAaNTOMpPu.

Mo pe3ynbTaTam 6aKTepmanbHOro NoceBa KPOBU Ha
CTEPUNbHOCTb OT 24.0919 — poCcT MEeTUUUNAUHpEe3n-
CTEHTHOTO 30M10TUCTOro cTacunokokka (MRSA), 6bina
npou3BefeHa CMeHa aHTMBaKTepuanbHoW Tepanum Ha
pudamnuumnH 1 ammkaumH. Ha KT OTK 71019 nosBne-
HUe «CBeXUX» N YBENUYeHne B pa3mepax CTapbix oua-
roBblIX 06PA30BaHNM NErkMX C NpPU3HaKamMn JeCcTpykK-
UMK, TPABOCTOPOHHMWI TMAPOTOPAKC, YBENUUEHWE
BHYTPUTPYAHbIX Numdoy3nos. Ha doHe NpoBOANUMONA
Tepanuu: hebpunbHas NUXOPaaKa, BbIPAKEHHbIA WH-
TOKCUKALMOHHbIN CMHAPOM, OTPULLATENbHAA ANHAMUKA
no faHHbiM IXO-KI n KT. CoxpaHanacb BbicoKas Bocna-
NUTeNbHAa aKTMBHOCTb, HapacTaHue nenkouuTo3a, MKT
6onblue 10 Hr/mA.

PebeHKy € cenTnyeckum NpoLeccom 6biio PEKOMEH-
AOBAHO MPOJOMKNTb HA3HAUEHHYH Tepanuiw Tpems
aHTWHaKTepManbHbiMW npenapatamm  (BaHKOMMLMH,
pUaMNULMH, aMUKALWH) N NPOBECTU TPEXAHEBHbIN



KYPC BHYTPUBEHHOTO MMMyHOrnobynuHa. CoctosHme
ManbymMKa HECKONbKO YNy4ylwnnocb — nosABUICA ar-
neTuT, cTan 60nee aKTMBHbIM, YMEHbLIWNACh OAbIWIKA.
OfHaKo nuxopagka coxpaHsnacb, NabopaTtopHO Ha-
pactanu aHemus 1 nenkouuTos. Tepanusa 6bina CKop-
pekTupoBaHa C Y4yeTOM pa3BUTUA PE3UCTEHTHOCTU
MUKPOOPraH1M3ma no JaHHbIM Mocesa KpoBM — 0TMeHa
BaHKOMMUMHA, pudamnuunHa, BKNIOYEHNE NNHE30M-
Aa. YuuTbiBas NporpeccupoBaHmne abixaTenbHOU U cep-
JIeUHO-COCYANCTON HeAoCTaTOUHOCTH, 41119 Manbuuk
6bIn NepeBefeH B OTAENEHNE PeaHuMaLun.

131119 ycuneHne AbixaTeNbHON M CEpAeYUHON Hefo-
CTaTOUHOCTU. briefiHble KOXHble NMOKPOBbI, Nepuopou-
TanbHbIN LKAHO3 NPU HArpyske, BPeMaA KanunnapHoro
HanonHeHma 4 cek. OTEKN Ha roneHax, N1Le, X1BoTe,
acunT. CMEWaHHAA OfiblliKa, BTSXEHWE YCTYMUNUBbLIX
MeCT. YUUTbIBasf aKTUBHbIA WHGEKLMOHHBIN NPOLEeCE,
KOHCMNMYMOM 6bifi0 pelieHo BO3[epXaTbCs OT one-
PATMBHOIO BMELIATENbCTBA U NPOAOMKUTD aHTUOAKTE-
puanbHyto Tepanuio (aMuKaLuH, nuHesonua, cynbda-
meTokcason). C 151119 B KoarynorpamMmme BblpaxeHHas
runokoarynauua (NTU 17%, dubpuHoren 0,71 r/n).
221119 OoTMeYeHO HapacTaHue nelkouuTo3a (70 TbIc/
MKn), Tpom6ouuTOneHun (50 Tbic/MKN), YPOBHSA Moue-
BUHbI (15 MMOnb/ ) 1 KpeaTuHnHa (149 mkmonb/n), ACT
7916 en/n, ANT 23363 en/n, ITT 214 en/n, WD 422 en/n,
NAr 23 363 ea/n, 6unupybuH 255 mkmonb/n (npsmas
(pakuus — 146 MkMonb/n), runonpotenHemun (anb6y-
MUH 24 r/n, o6wmit 6enok 61 r/n), Na 162 mmonb/n, K
3,2 mmonb/n. Ha peHTreHorpamme OTK ABYCTOPOHHUE
WHPUNBTPATMBHbIE U3MEHEHUS, YBENNYeHe pa3mepa
cepaeyuHoit TeHn (KTW 0,65). B iUHAMIKe OTMEUYEHO Ha-
pacTaHue rMapoTopakca. Manbunk 6bil UHTYOGMPOBAH,
npoBogMnach MeAMKaMeHTO3Has cefaums. Ha coHe
BA30MPECCOPHON MOAMEPKKN COCTOSIHME KpanHe Ts-
XEenoe, CenTUUYECKU LWOoK, CUHAPOM NOMNOPraHHOW
HeJoCTaTOYHOCTU: CepaeyHas HefocTaTouHoCcTb HK2A,
IblxaTenbHasa HepocTatoyHocTb lll, ocTpad noyeyHas
HENOCTaTOYHOCTb, OCTPas MNeYeHOUHas Hea0CTaTou-
HOCTb, CMHPOM [MCCEMUHUPOBAHHOTO BHYTPUCOCY-
AWNCTOrO0 CBEpPTbiBaHMA. HecmoTpss Ha NpOBOAWMbIE
meponpuatus: UBJ, neputoHeanbHbli Ananus, nHay-
3M0HHAA Tepanus, TPaHChY3NA CBEXe3aMOPOXEHHOMN
Nnasmbl U KPUOMPELUNUTATa, aHTUGAKTEpManbHaA
Tepanua (aantomuuuH, HoCHOMULMH, MEpOneHem C
2211), npoTtuBorpubkosas Tepanus (kacnodyrun), ce-
paums (heHtaHun), BasonpeccopHas noaaepxka (Ho-
pafipeHanuH, [ONaMuH), remocTaTUdeckas Tepanus
(BUTaMMH K), CMepTb ManbumKka Hactynuna 9.12.19.

MNpeactaBneHHOe HabMOAEHNE AEMOHCTPUPYET pea-
Koe pa3BuUTMe KNanaHHOW NaTonorunm C nopaxeHunem
TPUKYCMUGANbHOTO KnanaHa Ha (hOHe CenTUYecKoro
npouecca. BaxHO MOMHMTb, YTO MacCMBHas 6GakTepu-
emus, Kak npu AecTpyKTMBHOW MHEBMOHMUM, MOXET OC-
NOXHATbCA NOpaXeHuem cepaua. U3, Bbi3BaHHbIN MRSA,
XapaKTepu3yeTca TAXeNbiM NPOrpeccupyroLLm TeueHu-
eM, IeCTpYKLMen KnanaHoB ¢ HapacTatowweii CH. CBoeB-
pemeHHOe Ha3HaueHue 3TUOTPONHOW Tepanun — Heob-
X04MMOe yC/IoBue ANA CHMKEHNA NeTasibHOCTH.

KNUHWYECKUIA CYYAI BEAEHUS
NO3AHErO HEAOHOLLEHHOIO
HOBOPO)XAEHHOIO B YCNOBUNAX
BTOPOI0O 3TAMA BbIXAXXVBAHUS

AnaseppsaH 0.0., MaHyuapsH M.B.,
Néparumosa [1.H., Kopxaesa A.P.

HayuHbii pykogodumenb:
K.M.H., doyeHm CapkucsiH E.A.

Katheapa rocnutanbHOWM NeanaTpum
UM. akagemuka B.A. TabonuHa Mo
®OrAQY BO PHUMY nm. H.N. Muporosa
MwnH3apaBa Poccum
rBY3 «ArKB N°9 um. I'H. CnepaHckoro A3M»

AKTYanbHOCTb: B NOCNefHee BPeMs Kak B OTeye-
CTBEHHOMW, TaK U B MWUPOBOW HEOHATONOrnM 0coboe
MEeCTO 3aHMMAEeT n3yyeHne npobnem 3a6o0neBaemocTu
1 BbIXaXMBaHWS NO3AHUX HEOHOLEHHbIX AeTeil. B 3a-
PYOEXHOW NUTepaType MX TakKke BKMKOUAT B rpynny
6n13KMe K JOHOWeHHbIM. OHM POXAAloTCA NpW Cpoke
6epemMeHHOCTW OT 34 [0 37 Heaenb (36 Hepenb 23 u, 59
MUH, 59 C), Y CPABHUTENbHO PA3BUTYIO CYpDAKTAHTHYIO
CUCTEMY, PSS NCUXOHEBPONOTUYECKUX, MOP(OQYHKLM-
OHanNbHbIX 0CO6EHHOCTel; 6onee 3penble, N0 CpaBHe-
HUIO C Yy6OKO HeJOHOWEHHbIMUY, OAHAKO OT/IMYAIOTCS
OT 3A0POBbLIX [OHOLIEHHbIX [eTeil. PecnupaTopHbii
AUCTPECC-CUHAPOM Y NO34HUX HEAOHOLEHHbIX HOBO-
po»(neHHux(P,ElCH) pa3BuBaAeTCA NPU KONUUYECTBEHHbIM
peduunte cypdaktaHTa M yalle y AeTel OT maTepei,
He MOMYYMBLIMX AHTEHATaNbHYK NPONNAKTUKY CTe-
pougamu. Mpegpacnonarawwymu hakTopamm poxae-
HWA HEOHOLWEHHbIX AeTell ABNAITCA BHYTPUYTPO6HbIE
MHGEKLMK, yCyryonsaioLme runoKCnieckne M3MeHeHns
B MO3rOBOM BellecTBe. Bcneacteue nepuHaTtanbHbIX
nopaxeHuit LLHC pa3BuBaloTCsl OTKNOHEHNS, NPUBOAS-
WMe K pa3sBuTMIO NCUXNYECKN U (DU3NUYECKN HEMOJTHO-
LeHHOro pebeHka. 'pyaHOe MOMOKO U paHee Hayano
FPYLHOrO BCKAPM/MBAHUS YMEHbLAET BO3MOXHOCTb
pasBUTUS HApKOTU3Mpylowero 3HTepokonuta. Qe-
TanbHble KOMMYHWUKALMK Y TaKWX JeTeil OCTaloTCsA OT-
KPbITbIMKU B TEUEHME NEepPBOro rofa XusHu. Pazsutue
MHMEKLNOHHOrO NpoLecca, NPUBOAALLEE K PA3BUTMIO
(OYHKUMOHAMbBHbIX 1 META6ONNYECKUX HApYLLEHNI, MO-
ryT NPMBECTN K HApYyLWEHUAM (YHKUWIA CepAeYHO-Co-
CYNCTON CUCTEMDI.

KnuHnuecknit cnyuait: eBouka K., 3 CyTKM XN3HM,
nocTynuna B OTAENEHNe BTOPOro 3Tana BbIXaXMBAHMS
B TSXKENOM COCTOSHUM C KINHUKOW [bIXaTeNbHbIX pac-
CTPOWCTB, MH(EKLMOHHOTO TOKCUKO3a, HeBponoruye-
CKOIA CUMNTOMATUKOMN CUHAPOMA YrHETEHNS.

N3 aHamHe3a: pebEHOK OT 3-1i GepeMeHHOCTH, 2 po-
f08 (1 MeaMUMHCKNIA a6OpT), NpoTeKaBlen Ha (oHe
Yrpo3bl MNpepbiBaHUA BO BTOPOM TpumecTpe. Popabl
onepaTuBHble, NMpexXaeBpemMeHHble, Ha 34-n Hepene
(runokcua nnoga, NpexpeBpemMeHHas OTCNIONKa HOp-
ManbHO PACMONOXEHHON NNALEHTbI). AHTEHaTafbHas
npogmnaktuka PAC He npoBogunacb. Bec mpu po-
XOeHuwn 2440 r, AnuHa Tena 47 cm, APGAR 7/7 6annos.
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CocTosiHME MpU pOXAEHUN OLEHUBANOCh KaK Taxenoe
33 CYET CUMMTOMOB [blXaTeNbHON HeA0CTAaTOUHOCTU
(BTAKEHME YCTYNUMBbIX MeCT rpyaHON Knetku, , YA
80 B MUH, No wkane CunbBepmaHa 6-7 6annos 60Mb-
Woe KOMWUYEeCTBO KPEenuTUPYIOLMX XPUMOB), pucKa
peanu3auuu BYW, HeBPONOrMueckon CUMNTOMATUKK
B Buae cuHApoma yrHeteHud. lposogunacb HenHBa-
31IBHAA WCKYCCTBEHHAA BEHTUNALUMA NIeTKUX ¢ nocne-
AYIOLWMM NepexofoM Ha PecnumpaTopHyo NOALepxKy
C MOMOXUTENbHbIM aBNeHWEM B AblXaTeNbHbIX MyTAX.
(nCPAP)+6,0 10 2-X CYyTOK XWU3HW.

YuuTbiBas, Hanuune BbIPAKEHHbIX NPU3HAKOB Abl-
XaTenbHOW HEeJOCTaTOYHOCTM, KUCNOPOAHYIO 3aBUCKU-
MOCTb, AaHHble PEHTIEeHONOrNYecKoro 06cnefoBaHNs
(PACH), BbiMOMHEHA 3amecTUTeNbHas Tepanus cyp-
thakTaHtom (Kypocypd 200mr/kr). CocTosHue pebeH-
Ka C ynydyleHWem, OfHAKO OTMEUYAEeTC HapacTaHue
NPU3HAKOB MHMEKLWOHHOrO npouecca: HapactaHue
CMHOPOMA YrHETEHUS, BANOCTb, MblLIEYHAs TMNOTOHUA,
CHIWKeHUe usnonornuecknx pednekcos, cepo-3em-
NINCTBIA OTTEHOK KOXHbIX MOKPOBOB W BblIPXEHHbIM
MPaMOPHbIM PUCYHKOM, HaNMuKMe NepopanbHOro Lima-
HO3a MpPW Harpyske, ayCKyNbTaTMBHO MPUINYLLEHUE 1
HapyleHne pUTMUYHOCTY CEPAEYHBIX TOHOB.

Pe3ynbTaThl 06CnefoBaHns: B OAK — aHemus, nei-
KouuTo3, B OAM — rematypus, nenKoLuTypus, LMInH-
Apypus. BUOXMMWUYECKUIA aHANN3 KPOBM — Henpsimas
runepéunnpybunemns, nosbiweHne CPB. PeHTreHo-
rpadus opraHoB rpyfHON KNeTKW — NPU3HAKKM pecnu-
paTopHoro Aaucrpecc-cunapoma. 3Kl — npeobnafa-
HWe NOTEHLMANOB MPABOro Xenyfouka, U3MeHeHus B
mnokapge. Holter-uccnegoBaHne — CMHYCOBBIN PUTM,
PerncTpupyroTca OAMHOYHbIE HALKENYAOUKOBbIE 3KC-
TPACUCTONbI C 3MU30AAMMN BUTEMUHUN U TPUTEMUHUN.
9Ix0-KI: OTKpbITOE 0BafbHOE OKHO (2,3 MM) CO C6POCOM
KPOBM CfieBa Hanpaso. KOHCynbTaluua Heeponora — ru-
noKcumyecku-uwemnueckoe nopaxeHue LUHC. Cungpom
BEreTaTUBHbIX HapyweHun. OcmoTp odTanbmonora:
rpynna pucka no pasBuUTUIO PETUHONATUMN HEAOHOLWEH-
HbIX.

YunTbiBas KNUHUUYECKYID CUMNTOMATWKY JblXaTenb-
HbIX PACCTPONCTB, WH(EKLUWOHHOTO TOKCMKO3a, He-
BPOMOTMYECKY0 CUMNTOMATUKY CUMHPOMA YrHeTeHuA,
AaHHble 06bEKTUBHOIO UCCIEA0BAHNA NMOCTABMEH Cre-
AVIOUMA KNMHUYECKUN ANATHO3:

1. CMHAPOM [blXaTeNbHbIX PaccTPoncTe. BYW. WH-
heKLMsa MOUEBbIBOASALLMX MYTEN.
2. HapyweHue cepgeuHoro putma (cynpaBeHTpuKy-
napHaa akctpacuctonus). 000 2,3 MM,
HapyweHue kpoBoobpalieHus 0 CTeneHu.
OcnoxHeHue: ibixatenibHas HefoCTaTOYHOCTb 0-1
ConyTcTBYIOWMA: TMNOKCUYECKM-NLLEMUYECKOE NO-
paxeHue LUHCP. HeoHaTanbHas runepbunupybunemus.
PaHHAS aHeMWs HeJOHOLWeHHbIX. KaHAWA03HOoe nopa-
XEHMEe KOXHbIX NMOKPOBOB. PUCK Pa3BMTUA peTUHONa-
TUW HEOOHOLEHHbIX. HeA4OHOLWEeHHOCTb 34 Hef.

BckapmnuBaHue pe6eHKa rpyaHoe CLUEXEHHbIM Ha-
TUBHbIM MO/IOKOM MaTepMu. Monyyaemoe neyeHmne BKo-
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yano: NpaBKUNbHO OpPraHW30BaHHbINA NeyebHO-0XpaHu-
TeMbHbIN PEXWUM, aHTUOAKTEpPUANbHYK Tepanul no
UyBCTBUTENIbHOCTU BbIABIEHHbIX MUKPO6BOB, MPOTMBO-
rPMBKOBYIO, AHTUrEMOPPArnUeckyto, UHraNALNOHHYIO,
(OTO 1 cuMNTOMATUUECKYLo Tepanuto. Ha hoHe npoBo-
JAUMOM TepanumM CoCTosiHMe PeBEHKA C MONOXUTENbHOIA
OUHAMWUKOW, NMPU3HAKOB AbIXaTeNbHOW HeJ0CTaTOUHO-
CTW 1 UH(EKLIMOHHOTO TOKCMKO3a HET, OTMeYaETCs Npu-
6aBKa B Bece. Pe6EHOK BbINMMCANCs Ha BaALATbIN AeHb
XU3HW AOMOW B YAOBNETBOPUTENbHOM COCTOSIHUM Nof,
ambynaTopHO-NONNKNUHUYECKOE BeieHNe NaLneHTa B
COOTBETCTBMI C PEKOMEHAALMAMU.

BbIBOAbI: TAKMM 06pa30oM, Yy MO3AHUX HEAOHOLIEH-
HbIX [leTeil MPUCYTCTBYIOT (haKTUUECKM BCe OCHOBHbIE
NaTonormyeckne COCTOSIHUSA, CBOMCTBEHHblE HeOHa-
TaNbHOMY nepuogy.

AHTeHaTanbHaA npodUNaKTUKa PecnmMpaTopHOro
ANCTPECC-CMHAPOMA, PaHHME 1 NPaBUIbHO OPraHu3o0-
BaHHble feYebHO-NPOUNAKTNUECKNE MEPONpPUATHS
Cpasy nocne poXaeHns, CBOeBPEMEHHAA AUArHOCTMKa
11 KOPPEKTHOE NleYeHne ¢ UCNOMb30BaHUEM COBPEMEH-
HbIX MPOTOKONOB, YUUTbIBAs BO3MOXHOCTb Pa3BUTMS
pa3HbIX NaToNOrKN AAs 3TOr0 BO3pacTa, NPaBubHOE
nx HabnaeHne 1 BefeHe NOCTHATANbHOM Nepuoje,
AIBNAIOTCA 3a/10rOM YMeHblUIEHUSA AANTENbHOCTI FOCnu-
Tanusauuy n B AanbHenlleid NHBaNUAN3aLMM nogpac-
TaloLLLEro NOKONEeHus.

KNUHWYECKWNIA CNYYAIR TEYEHUS
OCTPOI0 FEMATOFEHHOIO
METAGU3APHOIO OCTEOMUENUTA
NPABOI MIEYEBOI KOCTU
N BPOXXAEHHOI MHEBMOHUN
NOHOLUEHHOI0 Y HOBOPOXXAEHHOIO
Kypakuna A.O., AnasepasaH 0.0., MaHyuyapsH M.B.

HayuHblii pykoeodumenb:
K.M.H., doyeHm CapkucsH E.A.

Kadhenpa rocnutanbHon neguarpum
“M. akagemuka B.A. TabonuHa Nd
®OrAQyY BO PHUMY num. H.U. Muporosa
MwnH3gpasa Poccun
BY3 « Kb N9 nm. I'H. CnepaHckoro A3M»

OnHOM U3 Mpo6nem B COBPEMEHHOW MeAuLuHE W
HEOHATONOrMM B YACTHOCTM, OCTAETC OCTEOMUENUT
HOBOPOXAEHHDIX, KOTOPbIA ABNAACH PEAKUM, BOCNANM-
TeNbHbIM 336071€BaHNEM KOCTHOW TKaHW, Bbi3blBAETCS
6aKTEPUAMK  MPEUMYLLECTBEHHO CTathMIOKOKKOBOM
rpynmbl.

OcTeomuennT MOXET NPOTEKATb KaK NOKaNbHOE 3a-
6oneBaHne, a MOXET ObITb OAHUM W3 OYArOB HEOHa-
TanbHOro cencuca. OCTPbIN reMaToreHHbI ocTeomume-
nut (Or0), BO3HMKAILWNIA Y feTel paHHEro BO3pacTa,
MMEET CYLLeCTBEHHbIE OTNNYNS, 0OYCNOBNEHHbIE aHa-
TOMO-(hN3UONOTUYECKUMU, UMMYHONOTUYECKUMI, MU-
Kpo6MONOrMuecKMMn 0CO6EHHOCTAMU GONbHBIX 3TOA
BO3PACTHOW rpynmbl.



KnuHuyeckni cnyyai: jesouka B. pogunaco B yaoBs-
NEeTBOPUTENbHOM COCTOSHUMW. PebeHOK OT matepu 19
neT, comartuueckue 3aboneBaHUs MaTepu — Nueno-
HedpuT, rMApoHedpo3, KNCTA NPABOM NOYKU, FTMHEKO-
nornyeckne — ypeannasmos, KaHanaos. Pe6eHok ot 2
6epeMeHHOCTM, BTOPbIX POAOB. [laHHas 6epeMeHHOCTb
C yrpo30ii NpepbiBaHna B 6-8 Hepd (cTaumoHapHoe ne-
ueHue), Bo 2/3 kaHauao3 Bnaranuwa (Knotpumason),
B 3/3 OTEKM, NOBbILEHWE AapPTEPUANBHOTO ABNEHNA 1O
140/80 ([lonurut), ONB +28 Kr. Bec npn poxaeHun 4150
r, ANHA 54 cm, APGAR 7/8 6annos. Cpa3y nocne poxpae-
HUS OTCYTCTBUE ABWXKEHUN B NPaBON BEPXHel KOHeu-
HOCTW, cnabas ABnUraTenbHas akTUBHOCTb B KNCTW, OTEK
npaBoil MneyeBol 061aCTM, MPaBOro Mpeanneybs,
KOXHble MOKPOBbI He M3MeHeHbl. Ha peHTreHorpadum
NpaBoil BEPXHEN KOHEUHOCTU B 2 MPOEKLMAX KOCTHbIX
TPaBMAaTUUYECKNX NOBPEXAEHMIA He BbiABNeHO. HeoHa-
TanbHas XenTyxa pa3Bunach Ha 2 cyTkn xu3Hu. Mo co-
BOKYMHOCTW [aHHbIX 6bin BbICTaBMeH AuarHo3: Mapes
[lloweHa-3p6a, runepbunupybuHemMms HOBOPOXAEH-
HbIX. B BO3pacTe 3 AHel AN fanbHenwero obcnego-
BaHMSA W NeYeHMs NOCTyNaeT B HeOHATaNbHOE oTaene-
Hue AFKBN29 um IH. CnepaHckoro. lMpu noctynneHuun
COCTOSIHME CPEAHEel CTENEeHU TAXECTU. TAXEeCTb COCTO-
SHNA 06YCNOBNEHO NPU3HAKAMN MHMEKLNOHHOIO TOK-
CMKO33, [bIXaTeNIbHbIMW PACCTPONCTBAMU (BTAXEHNS
YCTYMUMBbIX MECT FPYAHON KNETKN Npu 6eCcroKONCTBE,
ayCKYNbTAaTUBHO AbIXaHWE XeCcTKoe, MPOBOAUTCS paB-
HOMEpHO, BbICMYLWMBAKOTCA KPENUTUPYIOLLME XPUMb
Hafl BCell MOBEPXHOCTbI NErkux, 6onblie Cnpaga),
601€BbIM CUHAPOMOM U CHUXEHUEM [IBUrATENbHOMN akK-
TMBHOCTM NPaBOW BepXHel KOHEUHOCTH (NpaBas Bepx-
HAS KOHEUYHOCTb NEXWUT BAONb TYNOBWLLQ, MbILEYHARA
cuna npaBoii BEpPXHeW KOHEUHOCTU PE3KO CHIDKEHA,
[BWXEHNUA B NPaBOM NOKTEBOM CYCTaBe 3aTPYLHEHbI,
XBaTaTeNbHbI pednekc npaBoll KUCTU NPaKTUUECKM
OTCYTCTBYET, OTMEYAEeTCA 60NE3HEHHOCTb U OTEYHOCTb
B 06/1aCTV NPABOTO N/eya), HeBPONOrNYECKo CUMNTO-
MaTUKOM CUHAPOMA YTHETEHUS.

Cpasy e Mmpu NOCTYNAeHUN NPOBELEHHOE PeHT-
FEHONMOrMYEeCKoe UCCNefoBaHNe OpraHoB TPyAHOM
KNeTKN M MPaBoro njeyeBoro nosca, KoCTei NpaBoil
BEpXHEN KOHEUHOCTU BbISSBUIO Hanuuue MHAUIbTPa-
TUBHbIX TeHEN, 60MblLle B BEPXHEN [0N€e NPaBoro ner-
KOro OTMeYaloTcsl, WHGUALTPATUBHbIE TEHW BAMKE K
nneBspe, NePenombl, B 061aCTU KIOUMLbI 1 KOCTEN Npa-
BOM BepXHeNn KOHEYHOCTU He BbisiBfieHbl. M0 JaHHbIM
KMWHWYECKOTrO aHann3a KpoBM MPM3HAKM Bocnane-
HUSA OTCYTCTBYIOT. HAuaTo COOTBETCTBYIOLLEE NEYEHUE:
BK/OUaloLee aHTUOAKTepUanbHyo, WHQY3NOHHYIO,
aHTUreMopparnyeckyto, CUMINTOMATUYECKYK0 Tepanuio;
npu Heo6xoaMMOCTM pebeHOK Nonyyan HecTeponaHble
aHanbretTuku. MOBTOPHO NPOBEAEHHbIE KAUHUYECKNE
NCCNef0oBaHMA KPOBW He BbISIBUNM MPU3HAKOB BOCMA-
NnTeNbHbIX N3MeHeHMiA. Ha ¢oHe npoBogMMon Tepa-
nuu, NoBbIlWeHNe BONE3HEHHOCTY, YBENUYEHNE OTEKA,
B NPOKCUManbHOW 061acTn NpaBoli BEpXHel KOHeu-
HOCTU. HEOAHOKPATHO pebeHOK NPOKOHCYNBTUPOBAH C
AETCKUM XMpYprom (MpoBeaeHbl NOBTOPHbIE PEHTreHO-
NlorMyeckne NCcnefoBaHna 1 Y31 nokTesbix CycTaBos),

NpOBefleHO BMpaBNeHMe BbiBMXa MPABOro NIOKTEBOrO
cycTaBa. PeHTreHonornueckas KapTuHa, XapakTepHas
Ans MeTadM3apHOro OCTeOMUENUTA, NOABUNACH TOMb-
KO K KOHLY BTOPOW Heflenu Xn3Hu, NHAOUNbTPATUBHbIX
TEHeN B Nerkux He Habnoaanoch uepes 15 aHell nocne
NOCTYNNEHUSA B OTAENEHNUE.

Pe3ynbTaThl 1a60PATOPHbIX MCCNIEA0BAHMN: B 06LLEM
aHanu3e KpoBu, NPOBeAEHHbIE YacTOTOM pa3 B 2-3 AHA,
BOCNANMTENbHbIE W3MEHEHWUA OTCYTCTBYIOT. Mapke-
pbl BOCMNaneHus oTpuuatenbHble. bak. NOCEB KpoBu:
BbigeneH Staphylococcus epidermis — uyBcTBUTENEH
K BaHKOMMUWHY, MTMHKOMULMHY, OKCauunnuxy, dysu-
ANEBON KUCNOTe, LUMNPOMNOKCALMHY, IPUTPOMULUHY,
umuneHemam. Mukpobuonormyeckme nocesbl U3 pas-
HbIX NTOKYCOB 6binK naeHTuuHble. MUP nccnegoBaHnem
BMPYCbl 1 TPUBKM He BbISIBMEHDI.

PeHTreHONornyeckoe MCCnefoBaHns NpoBefeHHble
NpaBoii BepXHel KOHEUHOCTU Yxe uepes 2 Hefenm Bbl-
SIBUIM MHOXECTBEHHbIE 0Yaru AecTpykuum, oTMeyaeT-
CA yBeNUYEHNe NepuocTanbHbIX HaNOXeHUN, NaTono-
TMYECKM BbIBUX NTOKTEBOW KOCTU KHYTPW COXPAHAETCS.

Ha 3x0-KI' Hanuume 2 mexnpeacephHbix coobue-
HWM, OTKPBITOrO apTEPUANbHOIO NPOTOKA, MPOKOHCYMb-
TUPOBAH C KAPANONOTOM.

Pe6eHOK NPOKOHCYNbTUPOBAH C HEBPONOTOM, HEOS -
HOKPaTHO OPTONEA0OM.

MpoBOANMOE NeyeHne BKNOYANO0: UMMOBUNM3ALMS
npaBoil BEPXHE KOHEUHOCTM, NENKONNACTbIPHOE Bbl-
TAXKEHME, aHTUBaKTepUaNbHOE NeueHne no 6aktepuo-
NIOTMYECKAM MOCEBAM, YUNTbIBAA OCOGEHHOCTN Nneyve-
HWA MeTadM3apHOro ocTeommenuTa (@aMnUCKu, 3MBOKC,
TMEHaM), NPOTUBOrPUEKOBYIO, AHTUTEMOPPArNUecKyHo
1 CUMNTOMATUYECKYIO TEPANuIo0, UMMYHOKOPPEKLMIO.

Pe6eHOK BbINWCAH Yepe3 2 Mecsua B YAOBNETBO-
PUTENBHOM COCTOSIHMM. [laHbl pPeKoMeHAaLun, AOMa
Ha3HaueHbl aHTM6MOTUKK (nuHe30NKA) Ans npuema
BHYTPb, UTO PEKOMEHAYETCS MO NPOTOKONAM NPUHATHIM
B Hallen CTpaHe 1 3a py6exom. MOBTOPHAA rocnuTanu-
3aums yepes 1 mecsil ¢ AMArHOCTUYECKOI Lenblo, Co-
cTosiHMe pebeHka ynoBNeTBOpUTENbHOE. B MecsuHoM
Bo3pacTe pe6eHOK NMPOKOHCYNbTUPOBAH C OPTONEAOM:
pe3ynbTaTbl eYeHNs YAOBNETBOPUTENbHbIE.

Takum 06pa3oMm, y AEeTeN NepBbiX MeCALEB XU3HW
OCTPbIN FeMATOreHHbI MeTa-3NMN3apHbIN 0CTEOMM-
€T UMEET CPABHUTENIbHO CTEPTOE KIMHUUYECKOe Te-
ueHue, NPOTEKAET C YMEPEHHON BOCMANMTENbHON pe-
aKUmMen, XxapakTepn3yeTcs 3ano3fanbiM NposiBieHnem
XapaKTepHbIX PEHTFEHONOrNYeCKUX Npu3HaKoB. B paH-
Hell PEHTFeHONOrNYeckon KapTUHe YacTo paclnpeHne
CYCTAaBHON LWENMN CO CMeLeHNEM BXOASLMX KOCTEH,
AECTPYKTUBHbIE W3MEHEHMS MOSBNATCA NOTOM 6e3
0cob0on NepuocTanbHOW peakuuu, NMGO nepuocTanb-
Has peakuusa nosBnaeTca notom. Mpn cBoeBpeMeHHOM
¥ NPaBUSIbHO MPOBEAEHHON Tepanuu AanbHENWNX 0C-
NOXHEHNI CO CTOPOHbI ONOPHO-ABUTATENIbHON CUCTe-
Mbl He pa3BuUBaeTCs.
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AHI.I,A-ACCOI.I,I/II/IPOBAHHbIIﬁ BACKVINUT
MoxsaweBsa M.10., TuxoHosckui MN.A.
HayuHbiii pykosodumernb:

K.M.H, doyeHm JlapuHa /Tlo60eb Ee2eHbesHa

®OrAQY BO PHUMY nm. H.N. Muporosa
MwnH3apaBa Poccum
Mopo3oBckas [letckas fopoackas KnuHunyeckas

bonbHMUA
AHLIA-accounmpoBaHHbIN CUCTEMHDIN BaCKy-
nuT —rpynna 3aboneBaHuil, XapakTepusyrLmxcs

XPOHUYECKUM UMMYHHbIM BOCMANeHUEM CTEHKN Men-
KX COCYAOB, NONMUMOP(HON KNNHUUYECKOWN KAapTUHOW
C YaCTbIM BOBNEYEHMEM NETKUX U MOYEK U HANMYNEM
LUMPKYNNUPYIOWMX ayTOAHTUTEN K LWTOMNa3Me Heli-
Tpodhunos (AHLA). CoBpeMeHHasas HOMEHKNATypa Bbi-
nenset cnegyowne AHLA-accoummpoBaHHble Backy-
NUTbI: FpaHynemaro3 ¢ nonuaHrumtom (BereHepa);
MUKPOCKOMUUYECKUA NOAUAHTUUT; 303MHOUMbHbINA
rpaHynemaro3 C nofnaHrumTom. [laHHoe 3abonesa-
HUe COMpPSHKEHO C BO3AeNCTBMEM BHeWHen cpefbl y
reHeTUYecKU NpeapacnonoXeHHbIX ntogen. Berpeua-
€TCA A0CTAaTOUYHO pefko: 20 cnyyaeB Ha MUNIUOH Ha-
ceneHus.

[esouka B., 12 nert, 21.01.2020 3KCTPEHHO nocTynua
B NpuemHoe oTaeneHne Mopo3oBckon [leTckon fopoa-
Ckoi KnuHuueckon bonbHUUBI C %anobamn Ha nepu-
thepuueckmne oTeki B HafI06KOBOK 06M1aCTM U 06/1ACTH
HOT 11 U3MEHEHUs B aHanM3ax KpoBu n moun (aHemus
W NpoTenHypus). U3 aHamHesa: ¢ Aekabpa 2019 roga
6bINN Xanobbl Ha cnabocTb, B TeYyeHMe mecAua Ha
neBoM 6efpe NOABMICA TeMOPPArMUYecKuii 3NeMeHT.
15.01.2020 Ha oHe 6Gnarononyuns NOSBUIACH TOWHO-
Ta, 16.01 0fHOKPATHO pBOTA. 18.01 XXNAKUN CTYN.

Mpu ocmotpe: YA 27/muH., YCC 125/muH. Nabopa-
TOpHO: B KpoBu: Hb 52 r/n, KpeaTUuHWH 716 MKMOnNb/ N,
MoyeBuHa 40,3 mmonb/n, 06wun 6enok 47 r/n, anboy-
MUH 22 r/n, K 7,5 MMonb/n; B Moue: 6enok >3 r/n, 3pu-
TpouuTbl 200 Kn/MKn. CocTosHNe pebeHka 6bino pac-
LleHEeHO Kak Taxenoe.

JleBouka 6bina rocnnuTann3npoBaHa B OTAeNneHue
peaHnmaunn n WHTEHCUBHOW Tepanun.

21.01.20 lemoTpaHCdy3Ma 3pUTPOLUTAPHON B3BECHIO
10-15 mn/Kr.

22.01.20 YA 25 B mMuH., YCC 115 B MuH.; Ad: 100/70
MM.PT.CT.; OTEUHOCTb NMLA, HOT, NACTO3HOCTb KUCTEMN.
bbina Ha3HaueHa 3amecTuTenbHana noyeyHasa Tepanus
(3MT). 3aknioueHne: 6bICTPONPOrPECCUPYIOLLNA IO~
mepynoHetput (BMNIH), ocTpoe noueuHoe nospexe-
Hue (ONM). B 6/x kpoBu: HA doHe 3MT MoueBnUHA 24
MMOJb/ N, KpEAaTUHUH 440 MKMOMb/N. Bbbin Ha3HaueH
renapuH 150 EL/Kr/cyT u nynbc-Tepanus metunnpen-
HW30M0HOM 1T B/B 1 pas B feHb 3 fHA, 3atem 1 pa3
uepes fieHb.

24.01.20: Ta6opaTopHo: Hb 71 1/n, KpeaTUHNH 339 MK-
MOMb/ N, MOUeBMHA 16,7 MMONb/ N1, anb6yMUH 26 T/ n. Y31
OpraHoB GPIOLIHON MONOCTW: YBENUYEHUE NUHENHbIX
pa3mMepoB neyeHu, 6€3 U3MEHEHNS NMAPEHXMMbI, yMe-
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PEHHOEe KONMMYEeCTBO CBOBOAHOM XINAKOCTM B GPIOLLHOIA
nonoctu. K Tepanuu 6bino A06aBNEHO OfHOKpPATHOE
BBefleHne umknodochammaa 600 mr B/B.

27.01.20: OTmeuanacb aHu3okopus. Ha MPT ronosHo-
ro Mo3ra: Npu3HaKM KUCTbl anudu3a.

28.01.20: bnegHOCTb KOXHbIX MOKPOBOB COXpaHAET-
€A, NAaCTO3HOCTb NNLLA, OTEKM CTOM.

lemopparmyecknx BbiCbiNaHU He 6bIN0 06HApYXe-
HO, Ha MepedHell NMOBEPXHOCTM NneBoro 6eapa nanb-
nupoBanca 6e36onesHeHHbIn y3en 0,5x0,5 cm. Mpu
ayCKyNbTaLLMU: ECTKOE AbIXaHuWe, 0CNabneHHOe B HMX-
HUX oTaenax. All 140/ 95 mm.pT.cT. OnuroaHypus. bbina
nepesefeHa Ha Tepanuio NPeaHN30NoHOM 60 Mr/cyT,
uuknodocdamua oaHoKpaTHo 600 Mr B/B KanenbHO.
3MT 6bIna NpofoMKEHa.

31.01.20: MpuU3HaKM MeLUKAMEHTO3HOro CUHApoMa
Nuenko-KywuHra. flabopatopHo: Hb 76 r/n KpeaTuHUH
126 MKMOfNb/ N, MOYEBMHA 7,2 MMOMb/ 11, 06N 6eNoK 48
r/n, anb6ymuH 36 r/n. Npu nccnegosannu: ANCA screen
3,6 (N&It;=1); pANCA/AT k MPO 76,8 En/mn (N=0-10,0).
Bbl NOCTaBNEH AUArHo3: HekpoTuampylolwmin AHLA-ac-
COLMMPOBAHHbIA BackynuT. AHLA-accoLMMpOBaHHbIN
GbicTpONporpeccupyowWwmnii  rnomepynoHedput, OMM.
Bbin HazHaueH AMNOAUNUH 2,5 Mr 2 p/cyT.

01.02.20: KT-opraHoB rpygHon nonoctu: KT-kapTuHa
MHOXECTBEHHbIX [ABYCTOPOHHUX MNOMUCErMEeHTapHbIX
0UaroBblX W3MEHEHWW; TMAPOTOPAKC CneBa, He6OMb-
Woe KOMUYeCTBO XMAKOCTM B NMPaBOM MneBpanbHON
noniocTn v B nepukapge. [IByCTOPOHHAA NONNCErMeH-
TapHas MHeBMOHMA. K npeawecTsylowen Tepanumn
[OMOMHNTENbHO 6biN Ha3HaueH MeponeHem 10 mr/
Kr Kaxzble 8 yacos, Ko-Tpumokcason 480 mr 2 pasa B
JEeHb ANUTENbHO.

03.02.20: YxyaweHue obuiero coctosHusa: cybde-
6punbHas Temnepatypa. Al 118/78 mm.pt.ct. Na6o-
PAaTOPHO: KpeaTUHWH 283 MKMONb/N, MOYeBUHA 24
MMonb/n, 06w 6enok 27 r/n, anb6ymun 33r/n, nei-
kounTo3 12,87*109/n. KLUC 6bina KOMNeHCMpoBaHa. B
OAM: 6enok 3,3 r/n, N3MeHeHHble 3PUTPOLIUTDI MOKPbI-
Ba/n CNMOLb BCe NOJie 3peHus.

04.02.20: bbin cobpaH KOHCMAIMYM, HA KOTOPOM 6b110
NPUHATO pelleHne o0 NPUCoeAnHeHUN Tepanumn puTyk-
CMMa6oM 375Mr/M 2-4 Hegenu.

05.02.20: AycKynbTaTMBHO HAbNIOAANMNCD: CpegHeny-
3blpyatble BRaXHble XpUMbl B HUXHUX OTAENax nerkux.
Yad 32/mMuH. narHo3: MUKPOCKOMMYECKUA MOMNaH-
rumT, AHUA nonoxuTenbHbid, C MOpPaXeHMeM Mouek
(BNrH) n nerkux (remopparnyecknin anbBEONNT).

PeHTreHorpacms OpraHoB rpyAHON KNETKU: PEeHT-
reH-KapTuHa UHQUNLTPATUBHLIX U3MEHEHMI C 06eunx
CTOPOH, NPEUMyLLECTBEHHO CnpaBa. Hanuume XuAko-
CTW B NEBOM W NpaBO NneBpanbHbIX NONOCTAX. BpoH-
xockonus: auddysHoe ananeaesHoe [BYCTOPOHHee
fleroyHoe KpoBoTeuHue. femopparnyeckuin GPOHXUT.
NabopaTopHo: TpoMb6OLNTbI 84 Thic/MKN. Moaknioue-
Hue K annapary WBJI.

07.02.20: Y31 nneBpanbHOM NONOCTU: 3X0-TPU3HAKN
rMAPOTOPAKCa CIeBa U BbIPAXXEHHON MMNOBEHTUAALMN



NEroYyHom TKaHu B 3aiHe-KayAa/ibHbIX OTAENaX Nérkoro
cnesa.

09.02.20: BpOHXOCKOMMA: remopparnyecknin 6poH-
XMT.

10.02.20: PeHTreHorpadms opraHoB rpyaHON Kiet-
KW: YaCTUYHOE BOCCTAHOB/EHUE BO3AYLIHOCTK NErou-
HOW NapeHXWMbl C 06eMX CTOPOH; APEHAX B NPaBOIA
NNeBpanbHON MOMOCTM; MPU3HAKN MPABOCTOPOHHErO
rmgpotopakca. 12.02.2020: KynupoBaHue neroyHoro
KpOBOTEYeHMS.

13.02.20: Mpwn ocmoTpe: aHypus. JlabopaTopHoO:
Hb 100 r/n, Tpom6oumuTtbl 113 ThiC/MKN, NENKOLUTO3
20*109/n, MmoueBMHA 35 MMONb/ N, KpeaTUHIUH 320 MK-
Monb/n. Y3U nouek: 3HaUUTeNbHOE HApyLIEHWNe remo-
AVHAMUKN.

24.02.20: YmepeHHOe KpOBOTEYeHWe CO CU3UCTbIX
060nouek, BblpaXeHHas TPOMOOLWTOMEHUS, OTCYT-
CTBME KOArynauum B TeCTax, MoOBbllIEHNE aHTK Xa-aK-
TUBHOCTW, MeTeXuu Ha TynoBULle U KOHEUHOCTAX.
KT-ronoBHOro mosra: npu3Haku oTeka mo3ra, MHOXe-
CTBEHHbIX BHYTPUMO3rOBbIX KPOBOU3NUSAHWNIA, BHYTPU-
KEeNyaoukoBoro KposoTeuenus (BXK), cy6apaxHou-
JanbHoe KpoBOU3NUAHUE, BEHTPUKynomeranua. boino
npoBefeHO OonepaTuBHOe BMeLATeNbCTBO: UMNMIAH-
Tauma HapyXHOro BEHTPUKYNApPHOro ApeHaxa. KT B
OWHAMUKe: MPU3HAKU HApacTaHWsA OTeKa rofiIoBHOMo
MO3ra, BKMUHEHNE MO3XKeuKa B 60MblUOe 3aTbINOYHOE
0TBEpCTMe, MHOXECTBEHHbIe BHYTPUMO3roBble KPOBO-
n3nusiHmsa, BXK. OctaHOBNeHO BBefeHMe renapuHa,
BBEAEH MPOTaMuH cynbata 25 Mr, TpaHCdy3nsa Kpro-
npeuunuTata 4 f03bl.

25.02.20: Y3[1 6paxunouedanbHbiX apTepui: B Ma-
rMCTPanbHbIX COCYAAX C ABYX CTOPOH KPOBOTOK uyeT-
KO He onpepensetca. Y3 nneBpanbHbIX NONOCTEN:
CNneBa — MUHMMASIbHOE KOMMUEeCTBO Xuakoctu. Y3
6PIOWHON NONOCTU: MPU3HAKK acLMTa.

27.02.20: NMpu ocmoTpe: aTtoHUYeckas koma (LLKT 3).
AHypus. NTabopaTopHO: aKTMBHOCTb no Keuky 70%
MHO 1,25, MB 14,4 ¢; dhmbpuHoreH no Knaycy 4,68 r/n;
TB 26,1 ¢; AYTB 32,1, aHTn Xa-akTuBHOCTb 0,12 E/mn. 3NT
6bina BO306HOBNEHA. Tepanua 0CTanacb NPexHas.

05.03.20: OAK (02:00): neitkouutsl 1,2*10 9 /n; RBC
2,38*10 12 /n, Hb 71 r/n; remaTokpuT 20,5%, TPOM6O-
uuTbl 3*10 9 /n, numdounTbl 241%, n/a 15%, c/a 70%.
KLC: HeKoMNeHCUPOBaHHbI MeTabonuyecknii aLu-
103, TUNOTMNKEMUS, TUNep6unupy6uHeMns.

buonornyeckasa cmeptb 05.03.20 B 11:10. Mo paH-
HbIM NATONOro-aHaToMnyeckoro BCKpbiTa oT 06.03.20
npeaBapuUTeNbHbINA AUarHo3: Hekpotusmpyowmun AHLA
aCCOLMMPOBAHHbIA BAaCKYNNUT, HEKPOTUYECKNA MUKPO-
nonnaHrunt. OCNOXHEHUS: BbIPaXEHHbIN remopparu-
UECKU CUHAPOM, MHOXECTBEHHble KPOBOU3NUSHUS
B BeLeCTBO TO/IOBHOrO MO3ra, PacrnpoCcTpaHeHHble
KPOBOW3NNAHMSA B Nerkue, ABYCTOPOHHUN reMoruapo-
TOpaKC; remormaponeputoHeym. HenocpeacTBEHHOM
NPUUYMHON CMepTU fIBMAACh MOMMOPraHHas HepocTa-
TOYHOCTb. Mopdonoruyeckoe nccnefoBaHne OpraHoB
B pabore.

BbiBog: HekpoTusupyowmii AHLIA-accouumpoBaH-
Hblii BACKyNNT TPe6YeT NOBbILEHHON HACTOPOXEHHO-
CTW 1 aKTWBHOI TaKTUKW BeEHMS, BBUAY CTPEMUTENb-
HO Pa3BMBAKOLLENCA NONNOPraHHOW HEAOCTAaTOYHOCTU
1 BbICOKOTO PUCKA NeTanbHOro NCxofa.

OKK/MIO3WOHHDIN APTEPUAMNbHDbIIA
TPOMBO3, PA3BUBLLUIACS NOCNE
ONEPALIN NO NOBOAY BPOXXAEHHOIO
NOPOKA CEPALA Y rPYAHOIO PEBEHKA
Naszapesa M.C., bawapuHa T.C.
HayuHbiii pykoeodumenb: doueHm, K.M.H. JlapuHa J1.E.

Katheapa nponegeBTUKY JETCKUX 6one3Hel
OTAQY BO PHUMY um. H.A. Tinporosa
MwnH3apaBa Poccum

TpoM603 — COCTOsIHME, XapaKTepusyiolweecs BO3-
HUKHOBEHMEM TPOMBA C MOMHOM WK YACTUUHOW OK-
KMo3Men CoCya u HapylieHnem (Man 3HauMMoii yrpo-
301 HapyLLeHNA) TKAHEBOTO UM OPraHHOTO KPOBOTOKA.

Y HOBOPOXAEHHbIX TPOMOO3bl YACTO CBA3AHbI C Ka-
TeTepu3aLmell cocyfoB, COMaTMUECKON NaTonornen u
nHekumen. NatoreHes TPOMH0O30B Yy ieTel NpaKTuye-
CKM BCera KOMMEKCHbIN, @ PUCK BO3SHUKHOBEHMSA 3Ha-
UMTENbHO YBENNYMBAETCA NPU COUETAHUN HECKONbKMUX
MPOTPOMBOTMUECKIX PAKTOPOB.

NauveHT manbuuk A., 14.02.2019 r.p.

Anamnesis vitae: Pe6eHOK OT NepBbIXx CAaMONpPON3-
BO/bHbIX POAOB Ha 39 Heaene (yrpo3a npepbiBaHus Ha
CpoKe 17 Hepenb, B TPETbeM TPUMECTpe MaTb nepeHec-
na OPBMW). OueHka no wkane Anrap - 8/8 6annos. Mac-
ca Tena npu poxgeHuu 30401, pocT 51 cm, OKPYXHOCTb
ronosbl - 35 cm, rpyau - 34 cm. CocToAHMe Npu poxae-
HUWN YAOBNETBOPUTENbHOE, HAA BCEW MOBEPXHOCTbIO
CepALa KOPOTKMIA CUCTONMYECKNIA WM.

Anamnesis morbi: I3 poaaoma pe6eHok nepeseaeH
B oTAaeneHue HeoHatonorun MATKB. NMpu npoBefeHum
IXOKT BbisiBneH BINC: aBycTBOpuUaThIN KnanaH aopTbl
C BbIPQXEHHbIM CTEHO30M; OTKPbITOE OBafibHOE OKHO
(000) 3 mm. MaLUMEHT 1 ero PogUTeN BbiNN KOHCYNb-
TUPOBAHbI KAPAMOXMPYProm. PekomeHL0BAHO Habnto-
[EeHMe Kapauonora v nnaHoBas onepauns B CTapLiem
BO3pacTe. PebeHOK BbINMMCAH B YAOBETBOPUTENLHOM
COCTOSIHMMU.

Mpun nnaHosom nposegeHun IXOKI 25.03.2019: BNC,
BbIPaXXEHHbI CTEHO3 KNanaHa aopTbl C MUKOBbIM rpa-
[IMEHTOM 90-95 MM pT.CT. (cp.rp. 58 mm pT.cT), 000 3MM.
KoHueHTpuueckas runeptpodms NeBOro Xenyaouka.
PebeHOK 3KCTPEHHO roCnuTannu3upoBaH B OTAENeHue
Kapanoxmpypruv ans nposefeHns onepaTMBHOro BMe-
warenbcrea. Mpu MOCTyNieHWN BbICTaBMIEH AWNATHO3:
[iBycTBOpYATbHIN KNanaH aopTbl. BblpaXeHHbI CTEHO3
knanaHa aoptbl. 000. HK 2A. Il ®.K. Ross.

27.03.2019 r. NpoBefeHa TPaHCNIOMUHANbHAsA 6an-
NOHHAsA BasibByNnoNiacTuka aopTasbHOro KnanaHa.
Pesynbratbl onepauui xopoiune (IXOK: nuKkoBblii rpa-
AVEHT Ha aopTafibHOM KnanaHe 38 MM pPT.CT.; CPeaHun
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rpagueHT 18 MM pT.CT. HE3HAuUuUTeNbHas aopTabHas
perypruTaums, nonocTu cepaua He pacliupeHbl, COKpa-
TUMOCTb NIEBOTO Xenygouka B npepenax Hopmbl, OB
66%).

MocneonepauynoHHbIi  Nepuos  OCNOXHUACA OK-
KNI03MOHHLIM TPOMB030M HAPY)XHOW MOAB3A0LWHON 1
6eapeHHON apTepuin cnesa. Y3 NpocBeT HapyXHoK
NOAB3AOWHON, 6eapeHHON apTepun BbIMOMHEH TU-
NEep3IXOreHHbIMN U N303XOrEHHbIMIU TPOMBOTUYECKUMU
maccamm, kposoTok npu LK He onpepensaertca Ha npo-
TSKEHHbIX YYacTKax, Ha OTAENbHbIX yyacTKax B Buae
eMHUYHbIX NUKCENEN, MPUCTEHOUHO; BU3YaNnU3nNpyioT-
s Konnatepanu.

MpoBogunacb Tepanus renapuHOM, aHTUTPOMOU-
Hom 3, npoTtenHom C, npoctarnaHguHom E1, ganbre-
napuHom Hatpua. Mo paHHbIM Y3/ cOCynoB HUXKHUX
KOHEUHOCTEN OTMEUEHA MONOXMTENbHAA AUHAMUKA
B TeueHun Tpom6o3a (pekaHanusauua 6enpeHHOn u
noAB3A0LIHO apTepun). NMauueHT BbINUCaH C NPOAON-
XeHuem Tepanuu panbtenapuHom Hatpua B fose 150
EN/kr (pasoBas f03a) 2 pasa B AeHb HE MeHee Tpex
MmecaLeB, Noj KOHTponem aHTU-Xa-akTMBHOCTU 1 pa3
B mecal. Y3AI cocyaoB HWXKHUX KOHeYHocTen 1 pa3 B
Mecsll, KOHTPONbHbIN OCMOTP AETCKUM KapAuonorom
yepes 2 Hefenu. MNaumeHT BbinucaH 10.04.2019.

lfocnutanusaumsa B otaeneHune remaronorun MAIKb
€ 19 no 21 mas 2019 roga and Koppekuuu tepanuun. B
ONOXMMNYECKOM aHaNM3e KPOBM — MOrpaHUYHas ru-
nepxonecrepuHemus (5,46 mmonb/n). B koarynorpamme
YPOBEHb eCTeCTBEHHbIX aHTUKOAryNAHTOB He CHUXEH,
6e30naceH C TOUKN 3peHNs peunansa Tpomb6o3a. bbino
pelleHo NpeKpaTUTb aHTUKOATYNIAHTHYIO Tepanuio.

Mpn NOBTOPHOM rOCMUTaNM3aLMmM € 26 NO 28 WIOHA
2019 roga no AaHHbim Y3l TpombOTMUECKME MACChl
B NPOCBeTe COCYA0B He onpefenalTcs, NPoCBeT Ha-
PY)XHOW MOAB3AOWHON apTEPUM CNeBa YMEPEHHO Cy-
eH - 2,3 MM (cnpaBa -2,9 MM), MHTEHCUBHOCTb KpO-
BOTOKa B pexume LK n nokasatenu JICK HeCkosnbko
HUXe, yem cnpasa. 1o cpaBHeHUO C UCCnegoBaHnem
B Mae OTpMUATENbHOW AMHAMMUKK HeT. B remorpamme
NaToNornyecknx M3MEeHEeHUn He BbiBNEHO. B 6uoxu-
MUYECKOM aHanu3e KpoBU — YMepeHHas aucnunuge-
musa. Koarynorpamma KomneHcupoBaHa. B koppekuuu
remocTasa nauneHT He HYXAAeTcs.

Mo aaHHbIM Y3[II cocynoB B fekabpe 2019 roga: npu-
3HAKOB CY)XeHWS NOAB3AOWHON 1 6eapeHHOI apTepun
cnesa HeT. lfeMogMHaMUKa 6e3 NaTonoruu.

leMoCTaTUUEeCKMi 6aNaHC Y HOBOPOXAEHHbIX U Je-
Tell rpyaHOro Bo3pacTa MeHee YCTONYMB, YeM TaKOBOM
y B3POCNbIX. ITO OGDBACHAETCH CHUXKEHHON AKTUBHO-
CTbIO KaK MpOKOArynsHToB, Tak W aHTUKOAryNsHTOB.
AkTuBHOCTb chaktopa VIII n chaktopa BunnebpaHpa
nocne POXAeHUs BblLle, UeM aKTUBHOCTb UX UHTUOUTO-
poB — npoTenHoB Cu S.

B cBA3M C AaHHbIMU (HU3MONOTMUYECKUMU OCOGEH-
HOCTAMU CBEPTbIBAOWEN M POTMBOCBEPTHIBAKLLEN
CMCTEM Y HOBOPOXAEHHbIX NPU NMPOBELEHUN Tepanuu
1 ONepaTMBHbIX BMELWATeNbCTB CTOUT YYUTbIBATb BO3-
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MOXHbIA PUCK Pa3BUTUS KaK TPOMGOTUUECKMX, TaK M
reMopparnyecknx OCNOXHEHUA. B uensax npegynpex-
AEHUS MX BO3HMKHOBEHUS HEOBXOZMMO MPOBOAUTDH
CBOEBPEMEHHYI0 NPOUNAKTUKY, @ NPU Pa3BUTUM BaX-
HO KaK MOXHO paHblle HauMHaTb AWATHOCTUKY W ne-
ueHue.

KNUHWYECKMIA CNVYAI
®YNbMUHAHTHON GOPMbI
MEHNTOKOKKOBOI MUHOEKLUN
Hariko T.B.

HayuHbiii pykosodumenb: doyeHm, K.m.H. /lapuHa J1.E.

Kadeapa nponeneBTvkn AeTCKIUX BONe3Hen
®rAQyY BO PHUMY num. H.U. Muporosa
MuH3apasa Poccum

MeHWHroKOKKOBas  UHMeKUNs — 0CTpoe  UHek-
LMOHHOe 3aboneBaHue, Bbl3blBaeMoe JUMIOKOKKOM
Neisseria meningitidis, nepepatouieecs Bo3ayLIHO-Ka-
MenbHbIM MyTeM, NPOTEKAIOLEEe C PA3BUTNEM MEHUH-
FOKOKLIEMIM, XapaKTepU3yoLLEeNcs TAXKENbIM Mopaxe-
HMEeM HEPBHOM CUCTEMbI 1 YACTO COMPOBOXAALLMMCS
Pa3BUTMEM MH(EKLIMOHHO-TOKCUUECKOTO LIOKa.

[laHHOe 3a60neBaHNe XapakTepusyercs nepuoany-
HOCTbI0. VIHTEepBanbl Mexay OTAe/bHbIMU Mogbemamu
3a6oneBaemocTy KonebnioTca oT 4 o 14-15 net. Y peten
NepBOro roda Xu3Hu, KaK NpaBuno, Yalle peruncTpupy-
eTCcs CBepxocTpas hopma MEHUHITOKOKKOBOIO Cencuca.

AKTYanbHOCTb AaHHOW TeMbl CBfi3aHa C TeM, u4TO
MPUBUBKA OT MEHWHIOKOKKOBOM WH(EKLNUN HE BXO-
JUT B UMCno 06s3atenbHbIX NPUBUBOK HaLUMOHANBbHOMO
KaneHaaps, uTo JOMKHO BECTU K YCUNIEHHOW HACTOPO-
JXEHHOCTW B CBSI3M C MO/THMEHOCHBIM TeYeHnem 3a60-
NleBaHMA 1 C BO3MOXHbIM NETaNIbHbIM UCXOI0M Y [1ETEN,
KOTOpble He 6blfi NPUBUTHI OT MEHUHTOKOKKOBOW UH-
thekumu.

Manbuuk M., 1,6 net, poauswuiica 08.08.2018 r. oT
BTOPON 6epemMeHHOCTH, BTOPbIX

onepaTuMBHbIX POLOB — KecapeBo CeyeHue Ha 38
Heaene 6epeMeHHOCTU, Macca Npu poxaeHum 3200 T,
ANuHa 50 cM, oLeHKa no wkane Anrap 8/9, 6bin Bbinu-
CaH 13 poaaoma Ha 4 fieHb.

3 anamesis vitae: npuBnNBKM No Bo3pacty. 3 nepe-
HeceHHbIX 3a6oneBaHun — OPBU,

aTonuyeckun aepmatut. Anamnesis morbi: 191219
MaTb OTMeTWna nogbem Temnepartypbl fo 37,4° C.
201219 pebeHOK 6bin OCMOTPEH AEXYPHbIM neauna-
TpoM, 6bina Ha3HayeHa CMMNTOMATMYecKas Tepanus.
211219 — nogbem Temnepatypbl 4O NUPETUYECKUX
3HaueHun (39,4° C), oTMeuancs Xuakun cTyn fo 4 pas.
231219 BHOBb nogbem Temnepatypbl Ao 39,2° C, B HOUb
Ha 241219 maTb OTMETMNA MOHOTOHHBIN KPWK, NosABNe-
HMWe OTEKOB BEPXHMX KOHEYHOCTEW, KPOBOTOUMBOCTb
JeceH. B 7:00 yTpa 6bina Bbi3BaHa 6puraga CKopom me-
AULUMHCKON NOMOLLM, PeBEHOK He 6bin rocnuTann3u-
poBaH. B 9:00 cTanu oTMeuaTbCs CUHIOWHOCTb KOXHbIX
MOKPOBOB, NOSIBEHME CbiMK NO BCeMy Teny, 06pa3o-



BaHMe B 06nacTy NpaBoro 3anacrbsi. boina Bbi3BaHa
6puraga CMM, pebeHoK 6bin rocnuTanu3nposaH B Mo-
PO30BCKYI0 AETCKYI0 rOCYLAPCTBEHHYIO KIMHWUYECKYIO
60MbHULY B OTAENEHME pEaHUMALUN U UHTEHCUBHOM
Tepanumn N929.

O6beKTUBHbIN CTATYC: 06lee COCTOSIHNE KpaiHe TA-
xenoe, rnybokas KOMa, OLEeHKa no lwkane Mnasro 5. B
Koarynorpamme oTmMeuanucb BblpaXeHHas runokoary-
nauus (NpoTpoMBUHOBLIA UHAEKC 42 %, MBPUHOTeH
0,97 r/n, AYTB 53,7 C). B 6UOXMMUYECKOM aHaNNU3e Kpo-
B/ TAXENaA rMnonpoTenHemus: obLwmii 6enok 46,6 r/n,
anbbymMuH 24,0 r/n, a30TeMus: ypoBEHb MOUYEBUHbI 14,7
MMornb/n, KpeaTUHUH 156,0 MKMOMb/N, 3HAUUTENbHOE
yBeNNUeHNe TPAHCAMKMHA3: acrnapTaTaMUHOTPaHge-
pasbl (731,3 EQ/n), anaHuHamuHoTpaHcdepasbl (121,1
EO/n), CPB 0,2657 r/n, ypoBeHb NPOKANbLUUTOHUHA
&gt:10 Hr/mn. B pe3ynbratax noM6anbHON MyHKUUM
OTMeYannch LUMTo3 8/3 MKA, NUMAOLUTbI & KNETKN, Ma-
Kpodharu 4 kneTku, 6enok 0,432 r/n. B obuiem aHanu3e
KpOBM aHemus nerkon cteneHn Tsaxectn (Hb 104 r/n),
BblpaxkeHHas TpoméouutoneHus (PLT 35 10%9/n).

MpyU PEHTreHONOrnYeCcKOM MCCNeJoBaHUMN BbisiBNE-
Hbl Hannune NHMUNLTPATUBHBIX U3MEHEHWIA B Nerknx
C 06enx CTOPOH, Hannume BO3ayxa B NNeBpanbHOM Nno-
noctu.

Tepanus B peaHMMaLMOHHOM 3ane: NHQY3na rmioko-
30-CONeBbIX PAacTBOPOB 20 MN/Kr/uac, KapAMOTOHUKN [
Ba30Mpeccopbl: fJonamuH 10 MKr/Kr/MUH, HOpaapeHa-
NnH 0,5 MKr/Kr/ MWUH, NpeAHU30M0H 60 Mr B/B, LedTpu-
aKcoH 11p 2 p/cyT. MeaukameHTO3HaA cefaLma; heHTa-
HUN 5 MKT/Kr/uac, pokypoHuii 0,6 mr/kr/uac.

2412.2019 B 12:40 6bINN 3a(PUKCUPOBAHDI KU3HEY-
rpoxatouas 6pagmkapans C Nepexogom B aCUCTONNLO,
OTCYTCTBME NyNbCa Ha MarucTpasnbHbIX apTepusax, oT-
CYTCTBME 3NEKTPUYECKOW aKTUBHOCTU MUOKapaa Mo
JaHHbiM 3KI, muppuas, OoTCyTCTBME CO3HAHWA. bbina
Hauata paclupeHHas ceppeyvyHo-erovyHas peaHuma-
ums, yepes 30 MMHYT NpoBefeHMs pacuperHoi C/P
3M1eKTPO-aKTUBHOCTb MIUOKApAa no AaHHbIM KT oTcyT-
CTBOBANa, B CBA3M € 3TMM B 13:10 6bINa KOHCTATNPOBa-
Ha CMepTb.

MocMepTHbI AnarHo3 (OCHOBHOM): MEHUHTOKOKKO-
BasA NHMeKLMs, reHepann3oBaHHas dopma.

OcTpas MeHNMHIOKOKLEeMus.

JIaHHbIA KNMHUYECKUI Cnyyai ABNAETCS NpUMepom
HEeCBOEBPEMEHHON KMMHWYECKON AMAarHOCTUKW. 3a60-
neBaHue ABMAETCA XU3HEYrPOXAKOLMM, BCTPEYAIOTCSA
MONTHUEHOCHblE (hOpPMbl, KOTOpPble MOTYT MPUBECTU K
netanbHomy ucxoay. O6cyxaeHue Bonpoca O BBefe-
HUM B HaunoHanbHOW KaneHAapb NPUBMBKM NPOTMB
MEHMHIOKOKKOBOM MH(EKLMUN OCTAETCS OTKPbITbIM.

KNUHWYECKUNIA CNYYAI KONXWLWH-
PE3UCTEHTHON CEMEMHOM
CPEAU3EMHOMOPCKOW TUXOPAAKN
NywHxukosa E.10.

HayuHbiii pykoeodumenb: cmapuwiuli
HayyHbIl compyodHUK omoena onmumu3ayuu
ummyHodecpuyumos, epay neouamp,
UMMYHO/I02-peemMamornoe, K.M.H.
Ko3snoea AHHa /leoHudoeHa

®OTAQY BO PHUMY um. H.A. Tinporosa
MwnH3apaBa Poccum
HMUL OFOW um. Imutpusa Porayesa

CemeliHas cpean3eMHoOMoOpCKas nuxopaaka (Familial
Mediterranean fever — FMF), Tak e W3BecTHas Kak ne-
puoguueckaa 6onesub (Mb)— ayToBoCnanuTenbHoe
3aboneBaHue u3 rpynnbl MHGIaMacomonaTuin, Hacne-
Ayemoe No ayTOCOMHO-PELLEeCCMBHOMY TUMY. XapaKTe-
pu3yeTcs NpucTynamu Nepumofnyueckon NUXOPaaKn
nonucepo3nToMm, passutiem AA-amnnouaosa, MHorna
POXMCTbIM BOCMaNeHWeM KoXu. Yalle BCero faHHas
MaTonorns BCTPEUAETCA Y XUTENEN Cpean3eMHOMOop-
CKOrO peruoHa , a UMEHHO Yy apMsiH, TYpPOK, eBpeeB,
apaboB 1 UTANbsHLEB.

MPUUYMHON BO3HUKHOBEHUS CEMENHOW CPean3emMHo-
MOPCKOW NNXOPaKK ABNseTcA MyTauus B reHe MEFV,
KOAMPYIOLLEM BEMOK MUPUH, KOTOPbIN, CBA3bIBASCH C
MH(IaMMacoMOK, MHTMBMPYET aKTUBALMIO Kacna3sbl 1
nocneayLLy CEKpeLyo NpoBOCNANNTENbHOIO LNTO-
KuHa IL-1. laHHas MyTaums NpuBOAMT K FTMMepceKpeLm
WN-1 1 cTUMynALMM BOCNANMTENbHOIO NpoLecca.

Knaccuueckon Tepanuen npu faHHOM 3a6oneBaHnm
ABNAETCA NPUMEHEHMEe KONXMLNHA, OBHAKO, CYLLeCTBY-
10T Cyyau, He OTBeYaloLW e Ha AaHHY0 Tepanuio. Mpu-
HUMasi BO BHUMaHMe TOT (haKT, YTO OTCYTCTBUE KOHTPO-
NA aTak CeMeilHON Cpefu3eMHOMOPCKON NUXOPAAKM
NPMBOANT B BbICOKOMY PUCKY Pa3BUTUS aMMNOMAO03a
noyYeKk W MOMMOPraHHOW HEeAOCTAaTOUHOCTH, MALMEHTDI
C KONXWLMH-PE3NCTEHTHbIMKM (hopMammn 3a6oneBaHus
TpebyloT Tepanuu C NPUMEHEHNEM COBPEMEHHbIX Na-
TOreHeTUYeCKNX npenapaTtos — 6nokatopos W/-1.

OnucaHve KnuHuyeckoro cnydas: MauyuneHT X, 8
net, pogom un3 flarectaHa. AHaMHe3 XWU3HU OTATOLLEH.
PebeHOK OT 2 6epemMeHHOCTU, 2 CAMOCTOSTENbHbIX
npexneBpemMeHHbIX POAOB Ha CpoKe 36 HeAd. TeueHue
6epemMeHHOCTM: Ha (PoHe o6oCTpeHus nuenoHedpm-
Ta, aHEMWUW, BPOXAEHHOW TUNONNA3MU OAHOW MOUKMU.
Bec npu poxaeHumn 2800 r. Poct 50 cm. B TeueHue 2-x
HefeNlb HAXOAMNCA Ha BbIXaXuBaHUU. CeMenHbI aHa-
MHE3 OTATOLLEH: 6NM3KOPOACTBEHHbIN 6pak (poantenu
TPOIOPO/HbIE 6paT U CecTpa), y Mnajlen cecTpbl — re-
HeTuyeckun noareepxaeHHasa FMF.

3abonesaHue JebTUPOBAN0O HA NMEPBOM FOAY XM3-
HW B BUAE 3N130A0B NOBbIWEHNA TeMnepaTypbl A0 40*C
ANUTENbHOCTbI0 OT 1 A0 3 [iHel, CONPOBOXAAMLMUXCS
aboMUHaNbHLIMK 6ONAMI U ANApPEEn, a TaK e NoBbl-
LIeHneM 0CTPOda3oBbIX MAPKEPOB KPOBHU (NOBbIlLEHME
C-peakTnBHOro 6enka [0 3x Hopm). Yacrtota 3nu3o-
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[0B — HECKOMbKO pa3 B MecAL. B cBA3M € 3TUM nauueHT
HEOJHOKPATHO 6blN rOCMUTANM3NPOBAH B Pa3nnyHble
CTaLMOHapbl MO MeCTy XuTenbcrea. B Bo3pacte 2x nert
HabMgaNca B oTAeNeHNN ractpoaHTeponoriuun PAKB (r.
MoCKBa) C Nofo3peHnemM Ha BocnanuTtenbHoe 3abone-
BaHMWE KMWEYHMKA, e ANnd BepuduKaLum gmarHosa
eMy 6b1/10 NPOBELEHO MONEKYNSPHO-TEHETUYECKOE 06-
cnepfoBaHue. B rene MEFV o6HapyxeHa natoreHHas my-
Tauusa ¢.2080A>G, p. M694V B roMO3MTOTHOM COCTOSIHUMN.

Ha 0CHOBaHWM KNMHUYECKON 1 NabOpaTopHON Kap-
TWUHbI, [QHHbIX CEMEWHOro aHaMHe3a M pe3y/nbTaToB
MONEKYNAPHO-TEHETUYECKOrO  06CNeaoBaHns  6bin
MoCTaB/ieH AnarHo3 «CemenHas cpeansemMHOMOpCKas
nuxopagka». NHULMMPOBaHA Tepanua KONXULWUHOM B
f03e 500 MKr B CyTKM.

B Tpu roga, BO Bpems NAaHOBOW rocnuTann3auum B
oTaeneHune ummyHonorun ArKBN29, Ha coHe Tepanuu
KONMXMLMHOM Y MaLWeHTa Pa3BMACA OYEPeSHON 3nu-
304 3aboneBaHus B BuAe MOBbILEHWUS TeMNepaTypbl
00 38,6C, agbomuHanbHbiXx 6onen, nosbiweHus CPb
[0 106,7 mr/n; nonyyan HMBC ¢ NonoXuTenbHbIM 3¢h-
thekTom. [l03a KONXuuMHa bbia yBenmueHa B ABa pasa.
OpHako, B nepuoj A0 Cledylollen rocnuTanu3aumn
MPUCTYNbl COXPAHANNCD, K YKA3aHHON BbIlle CUMNTO-
maTuke [06aBUNUCL 60NN B NOKTEBbIX, Ny4e3ansCTHbIX
11 KONEHHbIX cycTaBax. Bo Bpemsa npuctyna CPB 114 r/n,
BHE NpUCTyna B npeaenax pedepeHcHbiX 3HaueHni. B
AanbHelLleM COKPALLEHMSA YacTOTbl 3MN3040B YAANO0Ch
[O6UTBLCA TONMbKO Ha Tepanuu KONXMUMHOM B [03U-
POBKe 2Mr/Kr, OIHAKO, B CBA3M C TeM, uTo 3h(eKT 6bin
HEAOCTaTOUHbIM, 6bI10 MPUHATO peLleHNe HanpaBUTb
nauueHTa B otaenieHne ummyHonornn HMAUL AFON mm.
[muTtpua Porauesa s pacCMOTPEHUSA BOMPOCa O Npu-
MEHEHUMN aHTULIMTOKNHOBOM Tepanuu.

Bo Bpems nnaHoBOW rocnuTanu3auun y nauueH-
Ta X. OTMeuanocb MoBbllleHne TemnepaTtypbl Ao 38,4,
conpoBoxpatouleecs abgomMmHanbHoMm 6onblo U 60-
Nblo B rpyaHon knetke. Mo gaHHbiM MCKT BbisiBneH
acenTMUeckuin NNeBpuT, YTO AONONHUTENbHO CBUAE-
TeNbCTBYET B MNOMb3Yy HEAOCTaTOUHOW 3h(EKTUBHO-
CTV OT NPOBOANMOI 6a30BOI Tepanuu KonxuuuHom.
Mo AaHHbIM NabopaTopHOro 06CnegoBaHMA B MOMEHT
npucTyna — neikouuTo3 Ao 22,5x10*9/n, Hentpodu-
nes 17,63x10*9/n, nosbiwenne CPb go 58,1 mr/n, CO3
15 Mmm/uac. [laHHOe COCTOsHMe 6bIN0 pacLeHeHo, Kak
060CTpeHNe OCHOBHOIO 3a60neBaHmMA, B CBA3UN C Uem
6blna MHMLNMPOBAHA aHTULMTOKMHOBAsA Tepanus Ka-
HaKNHYMabom — nNpenapaTtomM MOHOKNOHAMbHbIX aHTU-
Ten k U1-1-6eTa, B cTapToBOiA A03€ 2,9 Mr/Kr (75 mr/cyT)
C NONOXNUTENbHBIM 3hheKTOM.

C uenblo SOCTMXKEHNA MeANKAMEHTO3HOr0 KOHTpO-
na/pemuccn  OCHOBHOTO 3aboneBaHuUs, YuuTbiBas
He[0CTaToOuHY0 3(eKTMBHOCTb MPOBOAKUMON paHee
Tepanun KONXnumnHOM, NpUHATO pelleHne NnpoaomKUTb
aHTULUMUTOKNHOBYIO Tepanuto. OTMeHa KaHakuHymaba
MOXET NPMBECTM K NOTepe KOHTpoNa/pemuccum 3a6o-
NeBaHMA 1 Pa3BUTUIO CEPbE3HbIX OCMOXHEHMIA. Maun-
€HTy 6bIN0 peKOMEeHA0BAHO NPOBEAEHNE PEryNapHbIX
aHanu3oB kpoBu: OAK ¢ auddepeHumanbHbiM nog-
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cueTom nenkounTapHon opmynsl, CO3, CPB. Tepanus
C NpuMeHeHnem npenapata KaHaknHymab byget npo-
JI0MKeHa no cxeme 75 Mr/1 pas B 8 Heaenb.

3akntoueHne: CemenHas cpesu3eMHOMOpPCKAs NnMxo-
pafika — 3TO reHeTU4eckn-obycnosneHHoe 3abonesa-
HWe, acCOLMUPOBAHHOE C BbICOKMM PUCKOM Pa3BUTUA
TAXENbIX OCNIOXHEHWIA B BUAE amuUiongo3a noyek U
NONNOPraHHOM HefOCTaTOYHOCTH, B CBA3U C YEM AaH-
Hoe 3a6oneBaHue TpebyeT NOCTOSHHOW Tepanuu. B
CMy4Yasnx HefoCTaTouHO W 3 PEeKTUBHOCTM NN HeMepe-
HOCMMOCTU OCHOBHOro 6a30B0Oro mpenaparta Heobxo-
OMMO PacCMOTPETb BO3MOXHOCTb MHULMALMY Tepanuu
npenapatom KaHakuHyMab — eANHCTBEHHbIM B MUpe
3aperncTpMpoBaHHbIM NpenapaTom Ans Tepanun Kon-
XULMH-PE3NCTEHTHBIM hopm FMF.

KNUHWYECKNIA CNYYAIN NALMEHTA
C O/IE3HbIO IPATEMIMA-YECTEPA
C U30/MPOBAHHbIM MOPAXXEHUEM
r0ONI0BHOIO MO3rA
PycckuH B.O., Typunnen, A.M.

HayuHble pykoeodumenu:
XonuH Aneckeli AnekcaHoposud, 0.M.H., npocheccop;

Conoebes Bnadumup bopucosuy, epau-Heaponoe,
3aeedyroujuli na6opamopuu

Brnageo-33I monntopuHra MAIKb
®OrAQy BO PHUMY nm. H.U. Muporosa
MuH3pasa Poccum
Mopo3oBckasa aeTckaa ropofckas KanHnyeckas
6onbHMLA

BeepeHue: bone3nb Iparerma-Yecrtepa — 310 pep-
KOe MynbTUCUCTEMHOE 3a60NeBaHUe, XapaKTepusylo-
Leecs CBepXnpoAyKUMEN M HAKOMMEeHWEeM FMCTUOLM-
TOB B Pa3/IMYHbIX OpraHax v TKaHAX. TMCTUOLNTDBI — 3TO
KOMMOHEHTbl MOHOLMTAPHOIO POCTKA, ABMAIOTCA TKa-
HeBbIMW Makpoaramu. B TunuuHbIx cnyyas 3abone-
BaHMe XapaKTepusyeTcs MOPaXeHWeM ckeneta, IHAO-
KPUHHOW cuctembl, nouek, LIHC.

AKTYanbHOCTb: TOUHbIX [@HHbIX O 4YacToTe BCTpe-
uaemocTn 6onesHu pareiima-Yectepa HeT B CBA3N C
PeLKOCTbO JAaHHOW NaTONOrMK, B MUPOBOWN NUTepaType
OMMCAHO 0K0No 500 60MbHbIX. B 6ONbIINHCTBE CyyaeB
3aboneBaHne HaumHaeTca ¢ 60M B KOCTAX, BNocnes-
CTBME NPUCOEANHSAIOTCA CNABOCTb B HMKHUX KOHEUHO-
CTAX, 3K30(hTaNbM, LMAOET N HEBPONOTMYECKNE CUMMTO-
Mbl. [IaHHbIN Cnyyal AEeMOHCTPUPYET KpalHe pefkoe
npossneHue 6onesHn Iparemma-Yectepa C U301Mpo-
BaHHbIM nopaxeHuem LUHC. CToMT OTMETUTb, UTO CUM-
NTOMbl MOPAXKEHUA APYrMX CUCTEM HE MOSBUAUCH HA
NPOTAXEHUN [ANUTENbHOrO nepuoaa BpemeHun (8ner).
PebeHoK OT NnepBoi 6epeMeHHOCTU. AKYLepPCKUN aHa-
MHE3 He 0TAroLleH. PaHHee pa3suTue nNo Bo3pacty.

[le6ioT 3abonesaHus B 2012 rogy B Bo3pacte 11 net
C reHepanu3oBaHHOIO TOHUKO-K/IOHNYECKOro npucTy-
Mna, HAXOANNCS HA CTaLWMOHAPHOM fleyeHun, rae 6bino
nposeaeHo MPT-uccnefoBaHue U BbiBNEHO 06beM-



HOe 06pa3oBaHie NeBOM BMCOYHON AOSNMU, pacLeHeHo
KaK acTpouuToMa. B fanbHemnwem B TRUEHNUM 5 NeT Ha-
XOAMNCA HA AMHAMMUYECKOM HabnwogeHun, 1 pas B rog
nposoaun M3T C METUOHMHOM, OTPULLATENbHOW ANHA-
MUKW He Habnwopaanocb. [lo 2017 roga monydyan Banb-
npoatbl B Ao3upoBke 21 Mr\Kr\cyT MpucTynbl coxpaHs-
NNCb B BMAE OCTAHOBKM aKTUBHOCTK, (DUKCaLMK B3opa
ANUTENbHOCTbIO 40 5-10 CeK YacTOTOl HECKONbKO pa3 B
rod. B nanbHenwem peKomeHaaLUMAM He clefoBarn, io-
3mposky A3I He cobntogan. B aerycte 2018 roga oTme-
yanacb cepus reHepanu3oBaHHbIX TOHUKO-KNOHUYe-
CKMX NPUCTYMNOB B OTBET HA NOBbLILEHNE TeMMEPaTypbI.
bbin rocnutanu3npoBaH B oTAeNeHne peaHumaLmm, rae
COCTOSIHKE 6bINO CTabMNIN3UPOBAHO, NOCNE Yero pebe-
HOK 6bln nepeBefeH B OTAENEHNE HEBPOMOMN U Bbl-
MWcaH C pekomeHgauuamu npuema Banbnpoatos 900
Mr x 2 p\cyT. B okta6pe 2018 roga cocTosiHie yxXyawu-
N10Cb — MPUCTYMbl NOBTOPANNCD C YACTOTON 4 pa3a\cyT.
B cBS31 C ueM 6bIN0 NPUHATO pelleHne 0 HENPOXMPYp-
rMyeckom BMellaTenbcTBe. B gekabpe 2018 roga 6bino
NPOBEAEHO XUpYypruyeckoe yaaneHne 06bemMHoOro 06-
Pa30BaHUA NEeBOW BUCOYHOW Aonu. Mo pesynbraTam
rucronorun ot AHBapsa 2019 roga: KapTUHa rUCTOLM-
TAPHOro NOpPaXeHus ronoBHOr0 Mo3ra, COOTBETCTBYET
6onesHn 3Iparenma-Uectepa. Mcxon Xmpypruueckoro
neuveHusa — IA no Engel.

3aKnioueHmne: JaHHbIA KNUHUUYECKUN Cnyyail fBNA-
€TCA YHMKANbHbIM MNPUMEPOM W30/IMPOBAHHOIO no-
paxenus LLHC npu 6one3Hu 3pprenma-Yectepa 6e3
MPOABMAEHUA CUMNTOMOB NOPAXKEHUSA APYrUX OpPraHoB
N CUCTEM C KAaTAMHE30M B 8 fneT.

AVTOUMMYHHbIIA
NUMAOONPONNGEPATUBHDIN CUHAPOM
Jlo6potok A.B., PycakoBa B.A.

HayuHbili pykoeodumenb: doyeHm, K.M.H. /lapuHa J1.E.

Katheapa nponenesTukn AeTCKMX 6onesHen N
®OrAQY BO PHUMY um H.N. Muporosa M3 PO

MepBuUHble  UMMYHOAE(ULUTHbIE  COCTOAHMSA
(NMA) — 3T0 reHeTMUECKN AETEPMUHUPOBAHHbIE 3a-
6oneBaHus, CBA3aHHbIe C [edeKTamn OAHOTo WK
HECKONbKNX KOMMOHEHTOB CUCTEMbl WMMYHUTETA, a
NMEHHO: KMETOYHOTO M TFyMOPAnbHOr0 WMMYHUTETa,
(harounTo3a, CUCTEMbI KOMMIMMEHTA.

YacTota Bctpeyaemoctu MWL cocrasnset ot 1:1000
A0 1:5 000 000 B 3aBUCUMOCTM OT hOpMbI. K HacTosLe-
My BPEMEHM W3BECTHbI 6onee 140 MoNeKynsapHO-reHe-
TUUECKUX BedheKTOB, MPUBOASALLNX K CTOMKMM UMMYH-
HbIM JUCHYHKLNAM.

AyTOMMMYHHBIA  numMdonponudepaTuBHblA  CUH-
apom (ANC) — reHeTuueckn 06ycnosneHHoe 3abone-
BaHMe, XxapakTepusyolleecs UMMYHHOW AuUCperynauu-
€/ BCNeAcTBMe NoTepy KOHTPONSA Haj NUMQOLUTapHbIM
roMeoCcTa3oM M3-3a HapyleHus anonTo3a. B Hactos-
WA MOMEHT B MUPOBON NNUTEpPAType OnucaHo Gonee
500 nauwueHToB ¢ anarHosom A/MC. 75% cnyyaes npu-
XoanuTca Ha aedekTt reHa FAS-peuenTtopa u FAS-nuraH-

Aa. OcTanbHble MOryT 6bITb CBA3aHbI C AedhekTamm re-
HoB CASP10, CASP8, FADD, PRKCD, kogupytowmx 6enku
CUTHANbHbIX NyTen anonTo3a.

MauveHt A.N., 2 roaa, 10.10.2019r. BNepBble NOCTY-
nun B otaeneHue remaronorun MArKb ¢ »xanob6amm Ha
CblIMb, BANOCTb, HOCOBOE KPOBOTEUEHME.

Anamnesis vitae: ot 3 6epemeHHOCTU (1-9 — A€BOYKa,
3/10p0Ba, 2-A — A€BOYKA, 3[10POBA), NpOTeKaBlIelh 6e3
OCNOXHEHUN. TpeTbM Pofbl B CPOK, CAMOCTOSATENbHbIE.
Macca npw poxaeHuu 34501, AnnHa - 54 cm, APGAR 8/9.
Ha nepBom rogy Xn3Hu poc 1 pa3BuBasncsa no Bo3pacty.

MepeHecéHHble 3aboneBaHMs: BeTpsHas ocCna B
2 Mecsila XWU3HW, OBCTPYKTUBHbIA OCTPbIN GPOHXMT,
THOWHbBIA OTWUT, BYNNE3HbINA OTUT, NUMaaeHoNaTus ¢
04.2019r., OPBW, repnetunyeckas uHdekuus ¢ 09.2019r.
HacneacTtBeHHOCTb He oTAroweHa. Anneprus Ha AMOK-
CULUMANIMH. XpOHUYECKMe 3ab60neBaHna poguTenu oT-
puuaoT.

Anamnesis morbi: ¢ 6 mecaueB Xanobbl Ha NKUM-
thageHonaTumio, HEOAHOKPATHO HAXoAM/ICA Ha CTaLMo-
HApPHOM fIEYEHNMN B CBA3U C PELMONBUPYIOWMMMN UH-
heKuMoHHbIMKM 3a6oneBaHmamn. B AIFKB N29 um. IH.
CnepaHCKOro yCTaHOBUAM MOBbIWEHNE COAEPXaHMA
ABaX/abl HeraTusHbIX T-numdouutos (NCRab+CD3+CD4-
CD8-) no 12,6% (N n0 6%), 06wunin BUTaMuH B12 10590
nr/mn (N 180-914 nr/mn), runeprammarnobynnHemms
IgA 1590 mr/an (N 14.0-92.0 mn/an), 1gG 13620mr/an
(275-1020 mr/pn).

C 19.09.2019r no 28.09.2019r rocnuTanM3upoBaH B
HMUL, AFOW nm. [I. Porauésa ¢ nogo3speHuem Ha MUA.
Paccmatpusanca guarHos A/MC, ofHako myTauuu B
reHe FAS He 6binu BbiIBNEHDI. BbinucaH ¢ pekomenga-
LMel 0 NpoBefeHUN NaHeNbHOTO0 CEKBEHMPOBAHMS.

Beuepom 09.10.2019r y pe6EHKA NoABUNACL NETEXU-
anbHas CbiMb HA HWKHUX KOHEYHOCTAX.

10.10.2019r 3Kk3aHTema pacnpocTpaHunacb Ha Tyno-
BULLE, We KU nuuo. OTMeYeHbl eauHUYHble MenKue
IKXMMO3bl Ha 6E€npax U roneHsx. NMosBUANCH KPOBOT-
€UeHNe M3 HOoCa M KPOBOTOUMBOCTb [ECEH, KOTopble
CaMOCTOATENIbHO KYNUPOBaNuCh. B 3TOT e fieHb rocnu-
Tanu3suposaH B MAIKB. Mpu 06bekTUBHOM 06CN1ea0Ba-
HWUM BbiIBNEHA NuUMQaaeHONaTUs MOAHMKHEUYENOCT-
HOW, NepeaHewWenHon, 3aiHeLleHOW, NOAMbILLEYHON
rpynn. iumdoy3nbl pasmepom o 1cm. B obnactn wen
6one3HeHHble NPU Nanbnauuun. Ha cnu3mcTon NonocTu
pTa remopparuu. MeueHb YBENUUEHA, HIDKHUIA Kpai
rnaakum. Mo AaHHbIM Y31 opraHoB GPIOLWIHON MONOCTY
0T 1110.2019r: 3x0orpadmueckne npusHaku renatocnsne-
HOMeranuu, MeseHTepuanbHon nuMmdaaeHonaTuu.

NabopaTtopHble MCCeN0BAHUA YKa3blBAKT Ha Mo-
cTremopparuyeckyto aHemuto | ctenenu: RBC 3,58 x10
12 /n, HGB 92 r/n, RDW 18,1%, aHU30LMATO3 +, MUKPO-
LNTbI ++, TMNOXPOMMUSA +++, OTHOCUTENIbHOE KONNYECTBO
Rt 5,21%. Mpsamas u Henpsmas npobbl Kymbca oTpuua-
TenbHble. B mnenorpamme yBennyeHue KNeTok 3pu-
TPOWAHOIO POCTKA U CHWXKEHUE NeNKo-3puTpo6IacTu-
UeCKOro OTHOLWWEHUA. B KNMHMUECKOM aHanu3e KpoBu
Tpom6ouuToneHna 1-6 x10 9 /n, nuMdoLMUTAPHbIN Nen-
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KOLMTO3 W HEWTPOMeHUs. B Guoxnmmyeckom aHanumse
KpoBu runepummyHornobynuHemus (1gG 1145 mr/an,
IgA 134,1 mr/gn), umaHoko6anamuu 6onee 1500 nr/mn.
IgG k Herpes simplex virus 1, aHTuTena K Epstein-Barr
virus EA, IgG k Chlamidia pneumonia coMHMTeNbHbIE.

MpoBeneHa remocTaTMyeckas Tepanusa: 3tam3unar
250 Mr/cyTku. Ha thoHe Tepanun BHYTPUBEHHbIM UM-
MyHorno6ynuHom (BBUT), a umeHHo MpusumkeH 2r/
Kr/KypC, KNUHWUKO-TreMaTonornyeckoro 3sddekta He
oTMeueHo. 1o pe3ynbTatam MWeNorpammbl JaHHbIX 33
[e610T remo61acTo3a He NoAy4YeHo, HavaTa nepopanb-
Has Tepanusa MpeaHM30M10HOM 3 Mr/Kr/cyTku. Ha 20-bin
JeHb Tepanumn JOCTUrHYTA KNMHUKO-remaTonornyeckas
pemuccusi. Pe6eHOK BbinucaH 02.11.2019r B yn0OBNeTBO-
puTenbHOM COCTOAHUWU. PEKOMEHA0BAHO MPOAO/IKUTD
npuém npeaHnsonoHa Ao 30.11.2019r noa KOHTponem
remaTosfiora no MecTy X1TenbCTBa.

24.01.2020r nosTopHoe noctynnenue MAIKB. 3kc-
TPeHHasa rocnutanu3aums B OPUT B CBA3N C TAXKENON
ayTOMMMYHHON remonutuyeckon aHemueinn (RBC 1,58
x10 12 /n, HGB 49 r/n, npsamas 1 Henpsmas npo6bl
Kymbca nonoxutenbHble, runepbunupybuHemms 3a
CYET NPSIMOU M HenpaAMOn pakLMid, NOBbILEHNE AK-
TUBHOCTY JIAT 1 KOHUEHTpPaLWUM heppuTuHa, B MMENo-
rpamme yBenuueHne KNeToK 3pUTPOUAHOrO pocTka U
CHIDKEHME NeiNKo-3PUTPOBNACTUUECKOTO OTHOWEHMS).

Xanobbl Ha cybdebpunnTeT, Kallenb B TeyeHue
ABYX HefieNb, NKTEPUUYHOCTb KOXHbIX MOKPOBOB, NOTEM-
HeHue moun. Mo gaHHbIM Y3U opraHoB GPIOLLHON MO-
nocti ot 27.01.2020r.: 3xorpaduyeckmne NpusHaku re-
natocnneHomeranuu, fedopmaLnm XenYHoro ny3bips,
nopTanbHOU numdageHonaTumn. B KNMHMYECKOM aHa-
Nn3e KPOBM TPOMBOLMTO3, NUMEOLUTAPHBIN NENKOLM-
T03, HENTPOMEHNs. B GMOXMMIUYECKOM aHANN3e KPOBU
runepummyHornobynuemus (1gG 1859 mr/an, IgA 163,2
mr/an), unaHokobanamux 6onee 2000 nr/mn. 1gG K
Herpes simplex virus 1, aHTuTena k Epstein-Barrvirus
EA, 1gG Kk Chlamidia pneumonia oTpuuaTenbHble.

3a Bpems HabnwgeHns Ha oHe neuyenms BBUT
(MpuBmmxeH1 r/Kr/kypc 2 Kypca), nynbc-Tepanuu Jek-
cameTa3oHoMm 0,5 Mr/kr n MeTunnpenHn3onoHom 10 mr/
Kr 2 p/n B TeueHne 4 AHel, C Nocneaywllen Tepanuen
MpeaHn30n0HOM 2 Mr/Kr/cyTKI, reMoTpaHcdy3nii 3pu-
TpounTapHou B3Becbto 25.01.20r., 01.02.20r. 1 05.02.20r.
COCTOAAHME ynyulmMnoch. Mpu Bbinucke HGB 128 r/n,
ABNEHNA TemMONn3a KynupoBaHbl (KOXHble MOKPOBbI
CBETNI0-PO30Bble, Moua cBeTnas). BoinucaH 15.02.2019r.
B YAOBNETBOPUTENbHOM COCTOSIHUMW. PeKoMeH[0BaHO
NPoOAOMKNTL NpnéM MNpeaHn3onoHa ao 03.04.20r.

3akntoueHue.

CocTosiHMe NayMeHTa COOTBETCTBYET KpUTepuam Au-
arHoctuku AJINC:

+ nepcucTupylollee yBenuyeHne nepucepuyecknx
numdaTnyecknx y3nos B TpEX n 6onee rpynnax u/
Unu renartocnneHomeranus (c 6 mecsLeB xanobbl Ha
numdageHonaTnio NOAHMKHEUENIOCTHON, NepeaHe-
eNHOW, 3aHeWenHOoW, NOAMbIWEYHON rpynn, re-
naTtocnieHomeranus);
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* QyTOMMMYHHble TeMOLUTONEHNN u/unu apyrue ay-
TOMMMYHble Hapywenns (24.01.2020r rocnutanusa-
LUMS B CBA3M C TAKENOW ayTOMMMYHHOW FreMONUTU-
UecKoi aHemuen);

* MOBbIIEHNE YPOBHA UMMYHOINOBYNMHOB CbIBOPOT-
Ku kpoBu (c 1110191 runepummyHornobynnHemus
1gG u IgA);

- cogepxaHne (6onee 6%) [ABOMHbLIX HeraTUBHbIX
T-numdoumnTtoB B nepudepuueckoin kposu (IHT go
12,6%);

* MOBbIWEHME YPOBHS LMAHOKO6anammHa B kposu (c
1110.19r 60nee 1500 nr/mn).

OtcytcTBUe AedeKToB B reHe FAS He UCKNIOYAET Ha-
nnune MyTauum B pyrux npuUMHHO-3HAYMMbIX FeHax,
nogreepxgatowmx AMNC. PekomeHOoBaHO nposefe-
HUe NaHeNIbHOro CEKBEHUPOBAHUA.

ANMNC TpebyeT Kak MOXHO 60nee paHHel AWArHo-
CTUKU, Hauyana neuyeHns W NpPoUNAKTUKK, A TaKKe
NOBbILWEHHON HACTOPOXEHHOCTU Bpaua K Mporpeccu-
POBAHUIO 1 yTAXeNeHuto 3abonesaHns. Heobxoaumol
HabnlofeHUa negmartpa, remaronora, UMMyHonora c
0643aTeNibHbIM UCCNefOBaHMEM remMorpamMmbl U peak-
umn Kyméca. Cnegyet cobntogatb OXpaHUTENbHBIA pe-
XUM (n36eraTb TpaBM, NePEOXNAKAEHWUIA, NHCONALMUN,
OPBW), yaenaTtb 0coboe BHUMaHMe NpodunakTuke pe-
LMAUBOB remMonu3a Npu BO3HUKHOBEHUN UH(DEKLMOH-
HbIX OC/TOXXHEH W,

Wckniouaetca npuém npenapatos, 6NOKMPYIOLNX
(yHKUMM TpombounToB (Mpenapatbl CanNLUIOBON
KICMOTbI, TMPA30MMAOHOBbIX MPON3BOAHDIX, FenapuHa,
NeHTOKCUDUNNNHA).

BakuuHaLma NpoBoANTCA B Nepuos ANUTENbHON pe-
MUCCHN.

KNUHWYECKUIA CNYYAI DOKANBHOMN
3NUAENCUN Y MALMEHTA C MOPOKAMU
PA3BUTUA FO/IOBHOIO MO3rA
AnanumoBa H.C.

HayuHbii pykogodumenb: 0.M.H., npocheccop XonuH
Anexkceli AnekcaHopoeuy

Kacheapa HeBpONOruu, HEMPOXNPYPIn 1
MeWNLUHCKOW reHeTnkn um. akag. N1.0. bagandxa
®OrAQY BO PHUMY mum. H.U. Muporosa

MuH3pasa Poccum

OfHOW U3 YACTbIX NPUYNH TSKENBIX GOPM INUNENCUN
y A€eTel ABNSIOTCA NOPOKN Pa3BMTUS FOIOBHOMO MO3ra.
B cBA3M C paclimpeHnem BO3MOXHOCTEN TaKoW pa3Bu-
BatoOLLeNCa 06N1acTh KakK XMpyprusa anunencum — nayu-
€HTbl C MOPOKaMY PA3BUTUSA HYXAAKOTCSH B CBOEBPEMEH-
HOM 06cnefoBaHuUKn. MOPOKKM pa3BUTUSA, B YACTHOCTU
(hoKanbHble KOPTUKANbHble AUCMAA3MK, MOTYT 6biTb
AMArHOCTMPOBAHbI TOMBKO NPU HENPOBU3YANN3ALMOH-
HOM 06cnefoBaHuK, a UMeHHO MPT, a Bepudununposa-
Hbl TO/TIbKO MPW TMCTONOTNYECKOM MCCNef0BaHNN.

KnuHuueckmin cnyyai. MaumeHt X., pe6EHOK OT BTO-
pbiIX POAOB, BTOPOU 6GEpPEeMEHHOCTU, MPOTeKaBLEN C



yrpo3oi npepbiBaHusA B 3 TpumecTpe. Poabl Ha 37 Heq.,
camocTofTeNnbHble, BOAbl CBET/ble, 3aKpuuyan cpasy.
Macca npu poxgeHuu 3360 r.,, pocT - 53 cm.

Ha HCI cpa3y nocne poxaeHus otmedyanacb Bblpa-
XEHHAN BHYTPEHHAA rugpouedanis, MUKPOTPOMObI B
nepegHux porax. OTmeuyanucb hebpunbHble Cyqoporu.
MpWBMT cornacHo KaneHaapto. lMepeHeceHHble 3a6one-
BaHusA — aHruHa, OPBU, BeTpsHas ocna.

MepBbld  3NUNENTMUYECKMIA  NPUCTYN  CAyunUnca
28.08.19, yTpoMm, BO BPeMS 3aHATUN, OMMUCAHHbINA Kak
“3ammpaHme, 3aTeM NOBOPOT rof0BbI BNPaBO U nepe-
X0f, B FeHepanu30BaHHbIN CYAOPOXHbIA MpUNagoK”.
Takxe aBa npuctyna npousownun 11.09.19. Nocne BBe-
JeHus B Tepanuio OuHNencmHa (100 mr), npucrynos
60nblie He 6bIno.

33 o1 11.09.19 — OCHOBHOW PUTM HE COOTBETCTBYET
BO3pacTHOW HopMe. Ha dhoHe BblpaXKeHHbIX anddys-
HbIX U3MEHEHWI PErMcTpUpyeTcs MeaneHHOBOTHOBAA
aKTWBHOCTb TeTa Anana3oHa, komnnekc OMB B (hpoH-
TO-LeHTPanbHbIX OTAENax.

MPT ot 031019 — MP-kaptuHa OK[l B N06HbIX fgo-
naX — C ABYX CTOPOH ONpeaensieTcs YToMwWeHne Kopbl,
HapyLWeHa apXNTEKTOHNKA, U3BUAUHBI M 6OPO3AbI CrNa-
XeHbl. OnpefensieTcs NoKanbHOe yrnybneHne KOpTu-
KanbHbIX 60p034 ¢ 06pa3oBaHNEM NaTepanbHbIX AMOK.
BbipakeHHas 3amecTuTenbHas ruapouedanus.

Takum 06pa3om, paHHAS HEMpPOoBM3yanusauus W
KNMHUYECKas AMarHOCTMKA NOPOKOB Pa3BUTUSA FONOB-
HOTO MO3ra, COMPOBOXAANWMXCA 3MUNENTUUECKUMN
NpUCTynamm y fieTeil, CNoCOBCTBYIOT CBOEBPEMEHHOMY
Ha3HAYEHMIO PaLLMOHANbHON AHTM3NNUNENTUYECKON Te-
panui N HelpOXMPYPriueckoro neveHuns. ITo CHUKaeT
nono hopMUPOBaHNS (hapMaKOPe3UCTEHTHOW 3nu-
Nencuu, a 3HaumuT, CNOCOBCTBYET YNYULIEHUIO KauecTBa
XWU3HW TaKUX NaLUeHTOB.

KNUHNYECKNIA CNYYAN GATANTbHOM
GAMUNbHOI BECCOHHULLbI
V MALUMEHTKN C MAHUDECTALMER
KNUHWYECKUX CUMMTOMOB B 16 NET
AnanumoBa H.C.

HayuyHbili pykogodumenb:
0.M.H., npocheccop XonuH Anekceli AnekcaHoposuy

Kadenpa HeBponorum, HeMpoOXupypriu
1 MeMLMHCKOW reHeTnkn um. akag. N1.0. baganaxa
®rAQY BO PHUMY um. H.U. Muporosa

MwuH3apaBa Poccum

CreHnu MMpy3nHep, amepuKaHCKNI AOKTOP, CTan TeM
UenoBEKOM, KOTOPbIN CMOT 06BACHUTL CyTb W NaTore-
HE3 MPWUOHHbIX 3a60NeBaHUI, 33 YTO 6biN YAOCTOEH
Hobenesckoit npemun B 1997 rogy. Uto Mbl 3Haem o
MPUOHHbLIX 3a60NEBAHUAX HA CETOAHALHUA JeHb? Y
uenoBeKka MpUOHHbIe 3aboneBaHWUs MOryT Hacnego-
BaTbCsA, MOTYT BO3HMKATb CNOPaANYECKH, @ TaKKe BbITb
NPUOGPETEHHBIMU N KOHTArMO3HbIMU. HeliposereHepa-
TUBHble 3a60NEBaHMA AAHHOW TPYNMbl, UMeA AONTUR

NHKYBaLMOHHbIA nepuoa (rogbl) — nocne maHudecTa-
LMW CUMNTOMOB 6bICTPO MPOrPeccUpyioT, MPUBOASA K
Pa3BUTMIO IBUTATENbHBIX HAPYLIEHWIA 11 AeMeHLUN.

KnuHuyecknit cnyyai. Maumentka A. 16 net, nepu-
HaTanbHbIN aHAMHE3 He OTATOLLEH, paHHee pa3BuUTHe B
COOTBETCTBUM C BO3PACTHOW HOPMOW.

Mepsble xanobbl nossunucb B sAHBape 2019
rofa — Ha HapyLeHue cHa. [auueHTKa xanosanacb Ha
KOPOTKWM, NOBEPXHOCTHbIA COH, A0 4-5 yacoB., 6ecno-
Kounu Kolwmapbl. TakKe oTMeyasna ameHopero C Hava-
na auBaps. C ¢eBpans 2019 roga 0TMeYanocb YyBCTBO
OHeMeHMNs B KOHeYHoCTAX. B Hauane mapTa naumeHTKa
o0TMeuana 6onm BO BCeMm Tene Hecneuuguueckoro xa-
paKTepa, a TaK e MOCTOAHHbIN Cy6dhebpunuTeT — A0
37,5 rpagycos.

C aBrycrta 2019 OoTMeYaeTCA HapyweHne NoXoaKu u
KOOPAWHALMK, HABA3UNBbIE ABUXEHNUS NO TUNY XOpe-
OWAHbIX, NPUCTYMbl NapafoKCanbHOr0 HABA3YMBOIO
AbIXaHWUA C TOHMYECKMM HAMpPSXEHUEM MYCKynatypbl,
CHWXEHWE MbIWEYHOrO TOHYCA, HAapyWeHWe Ta30BbIX
(OYHKUMI B BMAe AHEBHOTO M HOYHOIO 3Hypes3a, Co-
XpaHseTcs cy6hebpmnuTeT, NOBbILIEHHAA MOTANBOCTb.
OTMeuanucb 3puTenbHble ranflouuHaLmMmn Ha oHe 06-
Lero KOrHUTUBHOTO AehMLMT], COH TaK U He Bbif HOP-
Manu3oBaH.

MPT ot 09.09.2019 — 6€3 naTonoruu, 3NeKTPoHeN-
pomuorpadus ot 17.09.2019r — naToNorMn He BbISIB-
neHo, aHanu3 KpoBW Ha aHtutena ot 17.09.19 — oT-
puuaTtenbHble, 93 — 6e3 3NMNenTUPOPMHOK
aKTMBHOCTW. 06CNef0BaHa HA CUCTEMHbIe 3a60NneBaHus
0T 23.07.2019r — 63 0cob6eHHOCTell. JIMKBOP — HOpMa.
MpoBeaeH aHann3 KPOBU Ha LLepynoniasMnH 1 aHanus
CYTOUYHOW Mean B Moue OT 2410.2019r — naTonorun He
BbIiIBNEHO.

B aHamHe3e MauWeHTKW ecTb yKa3aHWe Ha To, YTo
6abylika NauWeHTKM Mo OTLOBCKOW NWHUW Habniofa-
Nacb C ANArHO30M paccesiHHbl CKNepo3 B 48 ner, oOT-
Meuanncb CUMNTOMbl ABUrATeNbHbIX HAPYLWEHWNIA 1 fe-
meHuua, ymepna B 50 nert.

B BMOy WCKNOUYEHUA AYTOUMMYHHbIX, MeTabonu-
UECKMX M BONbLINHCTBA BO3MOXHbIX NPUYUH 3360-
neBaHuA, nauneHTKe 6biN BbICTABMEH AKMArHo3 “Ha-
CNeAcTBEHHO-AereHepatnsHoe 3abonesaHne LHC He
anddepeHunposaHHoe”. B gekabpe 2019 roga nauu-
€HTKY HanpaBMNM HA reHeTMyeckoe o06CnefoBaHMe.
Pe3ynbTaTbl MOMHOTMO 3K30MHOFO CEKBEHWPOBAHMUS:
MaToOreHHbIN BapuaHT reHa PRNP, npuBoaswmii kK amu-
HOKMCNOTHON 3ameHe p.Asp178Asn. [laHHbIi BapuUaHT
6bIN aCcCOLMUPOBAH Yy MHOXECTBA NaLMeHTOB C dha-
MUNbHOW (DaTanbHOW 6EeCcCOHMLEN, KOTOpas Xapak-
TEpPU3YEeTCS HAPYLIEHNEM CHA, MPOTrPeCcCUpyoLmMM €O
BpEMeHEeM, FaNUNHALNAMKY, OeNMPUEM U AU3aBTO-
HOMMWEW, MpefLecTBYOWEN MOTOPHbIM WU KOTHUTKUB-
HbIM HAPYLEHMNAM.

B nuTepatype onncaHo meHee 50 cemeli ¢ Bepudn-
LMpPOBaHHbIM fuarHozom QOB.

Cnyyan aHHOW NALWMEHTKM YHUKANEH Takxe Mo Tok
MPUYNHE, YTO 06bIYHbIA BO3PACT MaHWMeCTaLNN Knu-
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HUYECKMX CUMNTOMOB — 48-51 rof, y Hallen e nauu-
€HTKW NnepBble NpU3HaKKM 3a60neBaHnsa NOSBUIUCH B
16 net. IhheKTUBHOE NeyeHne Ha JaHHOM 3Tane OT-
CyTCTBYeT. BefyTca nccnegoBaHus, HanpaBfieHHble Ha
PaccMOTPEHNE KNMHUYECKUX 0COBEHHOCTEN NPUOHHbIX
3ab0neBaHNi, MOMEKYNAPHO-TeHETUYECKNe aCnekTbl
UX NaTOreHe3a, NPUHLMMbI COBPEMEHHON JNArHOCTUKN.

JlaHHbIN Cnyyail JEeMOHCTPUPYET BAXHOCTb CBOEB-
PEMEHHOW AWArHOCTUKU B BUAE TEHETUYECKOro 06-
CnenoBaHua MaLWEHTOB C HenpoaereHepaTuBHbIMU
3aboneBaHuaAMU, B 0COBEHHOCTW NALMEHTOB C OTArO-
LEHHbIM aHAMHE30M N0 AAaHHON rpynne 3a6oneBaHuil.

OVYNIbMUHAHTHAA NYPNYPAY Ii'EBEHKA
C MEHUHIOKOKLEMUEN
lfop6eHko T. M.

HayuHbili pykogodumenb: K.M.H., doyeHm
Kkacghedpbl nponedesmuku demckux 6one3Hel
Meduampuuyeckozo ¢pakynbmema
PHUMY um. H.N. Mupoezosea, NlapuHa /1. E.

®rAQY BO PHUMY um. H.WU. Muporosa
MwnH3apaBa Poccum

MeHMHIOKOKLEMINS — reHepann3oBaHHas  opma
MEHWHIOKOKKOBON WH(eKLun, nposensowasncs 6ak-
Tepuemneil C MaCcCUBHOW TMBENnbl0 MEHWHIOKOKKOB
(Neisseria meningitidis).

MauueHT A, 1 rog 5 Mec., HaXOAMTCA Ha NEeYeHunn
B MAMKB A3M r. Mocksbl ¢ 12.01.2020r. N0 HacTosiLLee
Bpems.

13 aHamHe3a: okono 20:30 11.01.2020 pebeHOK BHe-
3aMHO CTan pe3ko 6ecnoKonHbIM, nepuoabl 6ecno-
KOWCTBA MOBTOPANKUCH [0 3 pa3. /Iuxopagun Beyepom
11.01 no 37,8 o C. bpuragoi CMI gocTaBneH B Npuem-
Hoe otgeneHne MATKB. Mpu noctynneHuun coctosHue
CpefHen TAXKECTH, CO3HAHKe ICHOe, 6ECMOKOEH, ABUIa-
TeNbHO PacTOPMOXeH, NepuoanUecKn oTMevaeTcsa Mo-
HOTOHHbIA KpuK. YAM - 35 B MUH., Al - 95/62, UCC - 118
yA/MUH. JToKanbHbIA CTaTyC: NO NpaBon 60KOBOW Mo-
BEPXHOCTM XUBOTA €JUHUUHbIE aTOMUYHbIE 3IEMEHTDI,
BbIIBNEHHbIE MPU OCMOTPE B NPUEMHOM OTAENEHMMN.
Hanuume gpyron cobinu Beyepom 11.01.2020 maTb oTpu-
uaet. OT MEHMHIOKOKKOBOM MHMEKLMN HE NPUBKT.

Cnycta 8 yacoB NoBbIWeEHWe TemnepaTypbl Tena Ao
39,5 0 C, KOXHbIN reMopparMyeckuii CMHAPOM B Buae
MHOXECTBEHHbIX KPYMHbIX reMOopparmyecknx BbiCbina-
HUI ANAMETPOM 10 4-5 CM HA TYNOBMULLE, KOHEYHOCTSX,
ronose. PBOTa CbefeHHOW NuLLen, 3 pasa. BbisBneHbl
MeHUWHreanbHble CUMNTOMbI: PUTUAHOCTb 3aTblIOYHbIX
MbILIL, HWKHWA CUMNTOM BpyA3MHCKOTO COMHUTENb-
HbIN.

MeyeHb +2-3 cM OT Kpas pebepHom gyru. boin no-
CTaBMeH NpefBaApPUTENbHbINA [MarHo3: MeHUHIOKOKLe-
Mus; pebeHOK 6bin NepeBefeH B OTAENEHNE PeaHUMa-
LMK U UHTEHCUBHOW Tepanuu.

B remorpamme ot 12.01.2020 — TpomboLMTONEH NS
(101 Tbic/MKn), aHemua | cteneHn, HeUTPOUNEs co
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COBUTOM NeNnKoUMTapHON opmynbl Bneso (neliko-
unTbl - 10,6 Thic/mkn (n/a-7%, c/a - 62%, nd - 22%,
MH - 9%)). B eAMHNYHBIX HEATPO(UNAX O6HAPYKEHDI
6060BUAHbIE CTPYKTYPbl, MOXOXNE HA MEHUHTOKOKKH.
B 6oxmmmnueckom aHanuse kposu ot 12.01.2020 — Bbi-
pa)KeHHble BOCNanuTenbHble U3MEHeHUA: NpoKanbLmn-
TOHWUH 6onee 10 Hr/mn, C-peakTUBHbIA 6enok 0,1 r/n.

B koarynorpamme ot 12.01.2020: runokoarynsauus no
thakTopam npoTpombuHoBoro komnnekca (NTU - 32%),
thubpuHoreH — 1,45 r/n, AYTB - 44,6 ceK, BbIpaXKEHHbIN
AedULNT eCTeCTBEHHbIX aHTUKOArynAHTOB (B 60MbLuei
cteneHn npotenHa C (10%) 1 He3HAUUTENbHbIA NpoTe-
nHa S - (60%)), aHTUTPOM6UH Il - 77%. SpO2 — 97%, pe-
6eHOK nepesefeH Ha VB.

B remorpamme o7 13.01.2020 — TpombOLUTONEHMA
A0 35 Tbic/MKN, B 6ONblueil CTeNeHN 3a CYET CUHAPO-
Ma NoTpe6neHus, B GUOXUMNYECKOM aHANU3 KPOBU OT
14.01.2020 — Npu3HaKn nopaxeHusa neyexn (runonpo-
TENHEMWUS, TMN0aNbbYyMUHEMUS, NOBbILIEHNE MOYEBU-
Hbl, MHOTOKPATHOE NMOBbILIEHME TPAaHCaMUHa3, 6onbLle
ACT v NAT, Bbicokuin CPB).

Ha momeHT ocmoTpa 15.01.2020 auHammuka CocTos-
HUS OTpULATENbHAA, KPANHSASA TAXKECTb COCTOSHUA 06-
yCnoBneHa SBNEeHUMM NONNOPraHHON Hef0CTaTOuHO-
ctu. Nepudepnueckue otekn audicysHble, BNIOTb A0
aHacapku. MHoxecTBeHHble remopparmyeckme BbiCbl-
MaHWUA C HEKPOTUYECKMMIU 3/IeMEHTaMU Ha TynoBMuLle,
KOHEUHOCTAX W rofioBe, He HapactawTt. SpO2 - 90%,
Taxukapaus 157 ya/mMuH Ha oHe runeptepmuu. Ay-
CKYNbTaTUBHO JblXaHWe ecTKoe, NPOBOAUTCA BO BCe
OTAefNbl, XpUMbl BMIAXHble Menko-ny3bipuarbie. femo-
JAUHAMUKA HecTabunbHas, TeHAEHUNS K apTepuanbHoOii
runotoHuu. All: 107/61 mm. p. cT, nynbe 157 ya/MuH.. Ha
peHTreHorpamme OTMEYAEeTCa OTpuLaTeNbHasn AUHAMK-
Ka MO CPAaBHEHWIO C PEHTreHorpammon ot 14.01.2020:
HapacTaHue MHMUNLTPATUBHLIX U3MEHEHUN C 06eunx
CTOPOH.

Ha momeHT ocmoTpa 16.01.2020 cocTosiHMe KpalHe
TAXenoe, 6e3 oTpuULATENBHON

AVHAMUKM, NO AaHHbIM 06Lero aHanm3a Kposu Co-
XPaHAETCA aHeMus, TPOM6oLMUTONEHNS. MeyeHb +5 cMm
oT Kpas pebepHon Jyru. MposefeHa 6poHxockonus,
no pe3ynbTaTam KOTOPOIA BbifiBNeH (hM6PUHO3HO-THON-
Hbll BYXCTOPOHHWI 3HA06POHXMT 2 cTeneHn. Ha Kom-
NbOTEPHON TOMOrpacun OpraHoB TPYAHOW NONOCTM
BbIsIBNIEH aTefleKTa3 BepxHei [ONW MPaBOro Nerkoro,
HWXHEW ONW NeBOro Nerkoro, NOANCErMeHTapHbIe UH-
(hMNbLTPATUBHbIE N3MEHEHUA B 06OUX NETKKX.

Mpn oCMOTpe HEBPONIOFOM BbISIBIEHA YMEPEHHO
BblpaXXeHHas PUrMAHOCTb 3aTbINOYHbIX MblLLULL, MblLLIEY-
HbIN TOHYC TMMOTOHUYHBIN, CYXOXMNbHble pechnekco
OXWBMEeHbl. Henb3s UCKNIOUNTL TeUeHue NOMNHenpo-
MaTUKU KPUTUUYECKUX COCTOSIHMIA.

Ha MPT ronoBHOro mo3ra ¢ KOHTpacTupoBaHuem ot
23.01.2020 KapTWHa yyacTKoB

LIMTOTOKCMUYECKOTO OTeKa B 6e10M BelecTBe nesol
No6HOWN N TEMEHHON 0NN CYOGKOPTUKANbHbIX OTAEN0B
NeBbIX BUCOYHOM, 3aTbIIOYHON U TEMEHHOW JoNen.



Ha 3X0-kapauorpadum ot 28.01.2020 cpaBHUTENBHO
€ nccnepoBaHuem ot 14.01.2020 BbIABNEHO YMepeHHoe
yBENUUEHNEe NEBOTO Xenyaouka 6e3 CHmKeHusa dpak-
MM BblbpOCa.

B AnHamuke BbiSIBNEHO 06paTHOe pa3BUTUE HEKPO-
30B KOXW, oTcyTcTBMe 0TeKoB. SpO2 - 100%, AblxaHue
KECTKOe, XpUMbl NPOBOLHbIE, 6ONbLIE CNpaBa. YMepeH-
HOe AMcnHOo3 (ablxaHue 6oMblue NAeYeBbIM NOACOM),
npy caHauum TpaxeobpoHXMAaNbHOrO AepeBa — 3Hauu-
TeNbHOe KONUYecTBO GenecoaToil MOKpoTbl. CocTos-
HUe CTabuUNbHO Tsxenoe.

Ha npoTaxeHun Bcero nepnoaa npe6biBaHus B OT-
AeNeHN PeaHUMaLNy U UHTEHCUBHOI Tepannu nauu-
€HT Nnonyyan Tepanuio:

+ aHTu6GakTepuanbHyw: LedTpuakcoH 100 mr/kr
B/B CTpyiiHO € 12.01 no 18.01.2020; MeponeHem 40
Mr/Kr B/B KanenbHo kaxgble 8 uyacos (c 20.01 no
16.02.2020); TuHe3onua 10 Mr/Kr B/B KanenbHO Kax-
able 8 yacos (€ 20.01 o 26.02.2020); MoAUMUKCAH B 2
mr/kr B/B kKanenbHo (c 27.01 no 26.02.2020);

*  AHTMKOArynaHTbl: femapuH HaTpua 12 Efl/kr/uac B/B
kanenbHo (c 24.01 no 13.02.2020);

+ KoHueHTpat npotenHa C 50 Ef1/Kr B/B CTPYHO mep-
neHHo (14.01.2020);

* TpaHCcdy3unsa CBEXEe3aMOPOXEHHON Nnasmbl 15 M /Kr
(12.01, 14.01.2020); NapaveTtamon cycneHsus 10 mr/kr
nepopanbHo Mpu nuxopaake; MpeaHn3onoH 2 mr/
Kr 8/B cTpyiHo (12.01, 24.01, 27.01.2020); Gypocemua
B/B kanenbHo 1 mr/kr (20.02-26.02 2020); Omenpason
1,5 mr/kr 8/8 cTpyitHo (c 29.01 no 26.02.2020).

Haxoaunca B COCTOAHWM MeAMKaMEHTO3HOW cefa-
UMM Ha toHe: MeHTaHUna 5 mr/kr/uac n PoKypoHus
6pomuaa 0,6 mr/kr/uac.

[narHos:

OCHOBHOI: [eHepanu3oBaHHas MEHWHIOKOKKOBas
nHGekums. NHPeKLMOHHO-TOKCMUYECKNIA LWOK.

OcnoXxHeHue OCHOBHOTO: [IBYCTOPOHHAS nonucer-
MEeHTapHas NHeBMOHUA. ATenekTa3 BepxHen 40K npa-
BOro nerkoro. CMHAPOM NONNOPraHHON HEAOCTATOUYHO-
ctv: OH 3 CT, cepaeuHo-cocyamncTas HefoCTaTOUHOCTb.
®dynbMuHaHTHaA nypnypa. Acuut. MonuHenmponatus
KPUTUYECKNX COCTOAHUN.

Mo nuTepaTypHbIM AAaHHbIM 3a601€BaEMOCTb reHe-
pann30BaHHbIMM (HOPMaMi MEHUHTOKOKKOBOW WH-
theKuMn JOCTOBEPHO CHMXAETCA, OfHAKO MOKa3aTenu
JEeTCKOW 3a601eBaeMoCTN NPEeBbILWAOT NOKa3aTenu 3a-
60N1eBaeMOCTII COBOKYMHOIO HaceneHns NpakTuyecku
B 4 pa3a, YTo TPebYyeT HACTOPOXEHHOCTH NeANaTpPoB No
OTHOLLEHMIO K AAHHOMY 3a60/1€BaHMI0.

Ha AaHHbI MOMEHT NPY MEHWHIUTaX MEHUTOKOKKO-
BOW 3TMONOIUN Y fieTeil NeTanbHOCTb 10-15%, @ Npu me-
HWHTOKOKL,eMnUn oHa Bo3pacTaet 4o 60%. BepoaTHoCTb
Heo6paTUMbIX NOCNEACTBUI Y AeTel, NepeHeclnx me-
HUHTOKOKKOBbIN MeHUHINT - 10-20%, KOTOpble BKAi0-
YaKT B Ce6s HApYLWEHNA CNyXa, 3PEHUSA, YMCTBEHHOTO
Pa3BUTUS, MACCy HEBPONOTMUYECKNX PACCTPOMCTB.

Tak e Bennka BepoATHOCTb HEO6X0,£I,I/IMOCTVI amny-
Tauuwn B cneacreune H906paTI/IMOF0 HeKpo3a KOHeYHO-

CTen, pa3BMBAIOWErocs Ha (hOHe PacnpoCTPAHEHHbIX
reMopparnyeckmx U HeKpOTUUECKINX BbICbINAHNIA.

B HacTofillee Bpemsi BaKLMHALUA OT MEHUHTOKOK-
KOBOW MHeKUMUM He BKMOUYeHA B 06A3aTeNbHbIN ne-
peyeHb HALKMOHANbHOIO KaneHaapa NpUBKUBOK, OAHAKO
PUCKI TAXENOTro TeueHmMs y AeTen, B 0CO6eHHOCTY paH-
HEero BO3pacTa, KpanHe BbICOKM U CYLIECTBYET HEO6XO-
AMMOCTb NMPOCBELLEHUS poauTeNnen B AaHHOW cdepe,
CTUMYNALMUMN BaKLMHALMK [eTen.

NMAHCUHYCHUT N TPOMBO3 COCYAA0B
ronosbl N WEW KAK OC/TOXXHEHUA
CAXAPHOIO ANABETA 1 TUNA
Y NOAPOCTKA

Jlo6ponpasosa E.[l., locTioxuHa A.[.,
Ps6oBa A.M., Cac A.C., Typbirun C.B.

HayuHbiii pykoeodumenb: K.M.H., 00yeHm
Kaghedpbl nponedesmuku demckux 6one3Hel
Meduampuueckozo ¢pakynbmema
PHUMY um. H.W. Mupoezoea, NlapuHa /1.E.

®rAQY BO PHUMY um. H.1. Tnporosa
MwnH3apaBa Poccum

CaxapHblil fuabet 1 Tna — 3HAOKPUHHOE 3abone-
BaHWE, XapaKTepusytoleecss XPOHWUECKAM [ecTpyk-
TUBHbIM MOPAXeHWem 6eTa-KNeToK NOAKEeNyLOUHON
Xenesbl. 3T0 NPUBOAMUT K a6CONIOTHOMY AeDULUTY NH-
CYNNHA 1 NOBbILIEHNI0 YPOBHS TMHOKO3bl KPOBU. XPOHU-
yeckaa rmneprnnkemma ConpoBOXAaAeTCa pa3BUTUEM
OCNOXHEHMIA CO CTOPOHbI MHOTUX OPraHOB W CUCTEM.

Tpom603bl NpM CaxapHOM [JuabeTe — NposBReHUE
TaKoro MO3J4HEro OCNOXHEHMS KakK AuabeTuyeckas
MUKpoaHruonatus. Mpn gaHHOM 3a60oneBaHUKM OTMe-
YaeTcs NPOTPOMOOTNUECKOE COCTOSIHME CBEepTbIBaK-
el CMCTeMbI KPOBH, @ TaKXe NOBbIWEHNe 3KCNpeccum
MHrMOUTOPA AKTMBATOPA MMA3MUHOTEHA M MOMEKyn
KNETOUHOM afre3nu, UTo CBUAETENLCTBYET 06 3HAOTE-
NNManbHON ANCYHKLUM U TaKxe CNOCOBCTBYET MOBbI-
WEHHOMY TPOM6006Pa30BaHNIo.

Kpome Toro, runeprnmkemus yrHeTaeT rymopanbHoe
1 KNETOUHOE 3BEeHbAi UMMYHWUTETA, UTO BeAeT K NOBbI-
LWEHWI BOCMPUNMUNBOCTM BONbHBIX CaxapHbIM Anabe-
TOM K MH(EKLMOHHbIM 3a60MeBaHUAM.

[leBouka b., 16 net. 13 aHamHe3a U3BECTHO, YTO Aua-
FHO3 CaxapHoro AnabeTa 1TMna yCTaHOBNEH C BO3pacTa
7 net. [MUKMPOBAHHbIN reMorno6buH ot 12% u 6onee Ha
NPOTAXEHUN BCero 3aboneBaHuns. Peb6eHoK HaxoguTcs
Ha MHCYNMHOTepanuu npenapatamu UHCYNUH NU3NPO
(Xymanor) n uncynun gernyaek (Tpecu6a).

B anpene 2019 roga y AeBOYKWM OTMeuancsa npa-
BOCTOPOHHMIA KOHBIOKTUBUT. [l03[1HEE, B IONE — AHTU-
onaTus CeTyaTku C ABYX CTOPOH.

B ceHTabpe 2019 roga pebeHok nepeHec OPBU, ko-
TOpas conpoBOXAanacb rONOBHbIMU 6ONAMU.

0110.2019 roga [eBOYKY C )Kanobamm Ha OTeK
NpaBoro Beka W apTepuanbHyl0 runepreHsnio (mo
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170/100 MM pT. CT.) rOCMNUTANM3UpPOBaNu B 06MACTHYIO
JETCKY0 60nbHMLY ropoaa YensabuHcka, rae 6binm 06-
HapyXeHbl NPU3HAKM OKKIO3UM BHYTPEHHEN COHHOM
apTepuu, NpU3HaKKM ULWEMKUN HA TPaHULLE NPaBbIX N106-
HOW N TeMEHHOW Aonei, NPU3HaKn Tpomb03a NpaBow
BEPXHEN MMa3HMUYHOI BeHbl; NPU3HaKKM BOCMANMUTENb-
HbIX M3MEHEeHMI PeleTyaTbiX U KNMHOBUAHbIX Nasyx,
a TaKKe MNOpaXeHue MpaBOro rMa3oABMraTeNbHOMo
HepBa 1 NOMHbIN NTO3 cnpaea. [jo rocnuTanm3aLmnm Hu-
KaKoil aHTUKOArynsAHTHON Tepanuu AeBOYKa He Mony-
yana, neynnacb CUMNTOMATUYECKM.

2110.2019 roga pebeHOK KOHCynbTMpoBaH B HMUL,
3HLOKPUHONOrMn B MOCKBe B CBA3U C AEKOMNEHCALM-
en caxapHoro anaberta. B panbHenwem 6bina npose-
AeHa KOHCynbTauusa HenpoodTanbMonoromM 1 Heipo-
xupyprom HMULUH um. H. H. bypaeHko: 3anogo3peHa
6onesHb BereHepa. B cBf3m ¢ 6bicTponporpeccupy-
IOWNUM U XU3HeyrpoxalowWwmm coctosHnem 2410.2019
rofa AeBouyka 6bina rocnUTanM3npoBaHa B 3HAOKPU-
Honoruyeckoe otgeneHne MAMKE ¢ nocneayoowmnm
nepeBoAOM B OTAeNeHne OTOPUHONapuHronoruu. Mpu
OCMOTpe OTMeuvasncs nTo3 npasoro Beka. CocTosiHue
TAXenoe, 06yCNOBAEHHOE BOCMNANWUTENbHBIM NpoLec-
COM 1 TPOMOO30M.

Mo pesynbtatam Y3M-uccnegosaHuns novek u Hagno-
UEUHMKOB OTMeUEHbI 3xorpaduueckne npusHaku and-
(hY3HbIX U3MEHEHWI NAPEHXMMbI MOYEK.

Mo pe3synbratam KT-uccnepoBaHua NpULATOUHbIX
nasyx Hoca C KOHTpacTuposaHuem ot 24.10.2019 T. BbI-
fIBNEHO MArKOTKAHHOEe 06pa30BaHMe BEpXHWX OTge-
NI0B MpaBOW [Ma3HWLbl, OTTECHAIOWEE BHYTPEHHIOW
MPAMYI0 MbIWLY Na3a, C OTEKOM 3pUTENbHOro HepBa.
OTMeyeHO Hanuuue MaTonoOrMYeckoro COAEPXUMOro
C MHTPAKpaHWarnbHbIM pacrnpocTpaHeHnem BOCNaNu-
TENbHOrO npouecca n hopMUPOBAHNEM XUAKOCTHOTO
KOMMOHEHTA, OKPY)XEHHOr0 Kancynoun, B 06nactu nps-
MOW U3BUAMHBI NO6HON fonu cnpasa. O6HApPYXeEHbI
MPU3HAKNM KMUCTO3HO-NOMMUNO3HOM TpaHchopmauum
N1eBO BEPXHEUENIOCTHOW Na3yxu, a TaKkKe NPU3HaKK
TPpOM603a KaBEPHO3HOIO CWUHYCA W BHYTPEHHEN COH-
HOW apTepuu.

YuutbiBas faHHble KT-uccnegoBaHus, a Takke oT-
CYTCTBME MONOXWUTENbHON ANHAMUKK CO CTOPOHbI WNH-
TpaKpaHuanbHbIX CTPYKTYp, 2510.2019 roaa npoBefeHa
[BYCTOPOHHAA 3HAOCKOMMUYECKass 3HAOHA3anbHas 3T-
MOUAOTOMMSA.

Mo pe3synbratam MPT ronoBHoro mosra ot 5.11.2019
roga BbisiBneHa MP-kapTuHa Qopmupytouerocs abe-
Lecca npaBoil NO6GHONW JOMKW, @ TAKXKe CHIDKeHUe Kpo-
BOTOKA B NPABOW BHYTPEHHeN COHHOW apTepuu.

Mo paHHbIMm KT-uccnegosaHusa ot 06.11.2019 roaa
OTMEUEHO TOTaNbHOE 3afofiHeHWe MaToNMOrnYeCcKUm
COAEPXUMbIM peLleTyaTbiX U KAWHOBMAHbLIX Nasyx;
Cy60TOTaNbHOE — NOGHbIX MA3yX W He3HauuTeNbHoe
KONMNYECTBO COAEPXKMMOrO HAbNAAETCa B BEPXHeYe-
NIOCTHbIX Nasyxax.

0711.2019 roga 6bina npoBedeHa 6uoncus CAU3n-
cTon 060n0UKN Hoca. Mopdhonornyeckas KapTuHa co-
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OTBETCTBYET FHOWHOMY CMHYCUTY. [laHHble pe3ynbraTbl
61ONC1M NO3BONAIOT UCKNIOUUTL 6ONe3Hb Berenepa.

Mo pe3synbratam MPT ronosHoro mo3sra ot 13.11.2019
roga otmeueHa MP-KapTMHA NAaKyHAPHOTO NH(APKTa B
3a[lHNX OTAEenax npaBoi No6HOW fonu.

Mo 3akntoueHmnto Hesposnora ot 15.11.2019 roga ycTa-
HOBNEH AWarHo3: TPom603 KaBEPHO3HOr0 CUHYC];
apTepuanbHblil NWEMUYECKUA WHCYNbT BCNeacTBne
TpomM603a BHYTPEHHE COHHOW apTepuK Cnpasga, ras-
HOW apTepuu cnpasa. OdTanbmonaerns, YactuyHas
aTpouns 3puTeNbHOro HepBa, AuabeTnueckas peTu-
HonaTus. NepeHeceHHbI PUHOCUHYCUT, OCOXHEHHBIN
MHOXEeCTBEHHbIMU abCLeccamm ronoBHOMO Mo3ra.

Mpn guHamuyeckom HabnwgeHun no AaHHbim MPT
r0/IOBHOIO MO3Ta OTMEYEHA MOMoXMTe/bHaA ANHAMU-
Ka B BMAe UCYE3HOBEHMS OAHOMO abcLecca M ymeHblue-
HUA B pa3mepax BTOPOro.

CornacHo pesynbTataM KOHCYNbTaLUu remartosora
NPOBOAMNACL AHTUKOATYNAHTHAA Tepanua HedpakLm-
OHMPOBAHHbLIM TeNapuHOM. B fanbHeliwem pebeHok
6blN NepeBefeH Ha AanbTenapuH HaTpus C AOCTUXe-
HUEM LieneBon runokoarynaumm (aHTu-Xa-akTMBHOCTb
0,63 Efl/mn).

Mo pe3ynbTaTam 6aKTepuanbHOro Moceea W3 ouyara
nHekumn BbigeneH MRSE.

PekomeHaoBaH uedenum (6 r/cyT B/B KanenbHo),
BaHKOMMUMH (2 r/cyT B/B KanenbHO) C KOHTpPOnem
YypoBHA KpeatuHuHa u CPb B AnHamMuKe.

15.11.2019 rofa AeBOYKa BbiMMCAHA AOMOW B YAOB-
NEeTBOPUTENIbBHOM COCTOSIHUM HA NPOAOMKEHUMN AHTU-
KOarynsiHTHON Tepanuu AansTenapuHOM HATpus nop
HabnogeHne neguaTpa, rematonora, HEBPOora u 3H-
JOKPWHONOra N0 MECTY XUTeNbCTBA.

27.01.2020 roga pesouka noctynuna B MAKB gna
MNAHOBOrO neyeHusd. NMpu NOCTynneHuu npegbasnana
Xanobbl Ha 3aTPYAHEHME HOCOBOTIO AbIXaHNs, HACMOPK
1 NTO3 Cnpasa.

Mo pe3ynbratam 0CMOTpPa OTMEYANoCh OrpaHuYeHune
OBWXEHUS rMasHoro A16n0oka cnpasa, HO MO CPABHEHMIO
C COCTOSIHMEM Ha HOA6Pb 2019 roga — € yNyylleHUeM.
[na3Has wWwenb cnpasa 3akpbiTa NONHOCTbIO. pyn nanb-
nauuyu BepxHe-mefManbHOro yrna npasoro rnasa orv-
MeuaeTcs HUIbTpaT. Ha Koxe B 3TOM 06MacTh onpe-
aenaetcs caunuy (nog KopouKon).

Ha aHTMKanyﬂFIHTHOIZ Tepannn AOCTUTHYTa LUene-
Baf runokoarynauuns.

30.01.2020 roga 66110 NPOBELEHO MCCEUYEHNE CBULLA
BEPXHEro Beka Cnpasa, a Takxke IHL0HA3asNbHasA IHL0-
CKOMMYecKas peBu3nsa OKONIOHOCOBbIX Nasyx.

[fpoBefieHO MeAMKaMeHTO3HOe fleyeHue aanbrena-
puHOM HaTpus B o6beme 5000 ME NOAKOXHO 2 pasa
B CYTKW. [0 OKOHYaHUK Tepanuu aHTU-Xa-aKTUBHOCTb
nnasmbl coctasuna 0,68 EA/mn.

07.02.2020 roga aeBOYKa BbiMMCaHA AOMOW B Y0B-
NeTBOPUTENBbHOM COCTOSIHMK C peKoMeHAauuaMK: Ao-
MALLHWIA PEXUM B TeueHue 7 [iHel, KOHTPONbHbIN OC-
MOTP MO MECTY XUTENbCTBA Uepes 7 iHel, UCKNueHne



thnsnueckoir Harpysku Ha 1 mecau. MokasaHo npogon-
XEHNEe aHTMKOArynsiHTHON Tepanuu B NPeXHen f[o3e
He MeHee 3 MecsiLeB.

Mpu caxapHoM auabeTe BO3MOXHO pa3BUTUE COCTO-
AHUA AEKOMMEeHCcaLK, YTO MOXET NPUBECTU K CMepTH
B pe3ynbTate 6bICTPO MPOrPecCUpyoLLMX OCIIOKHEHN.
Tak, N0 CTaTUCTMKE, TPOMB03IMO0NMA COCYA0B FONOBHO-
ro mosra obycnosnusaeT 15% cmepTeil y nuy, c caxap-
HbIM AMA6ETOM, XOTH NPOABMEHUA MUKPOAHTMONATUN
Npw caxapHom AuabeTe 1TuNa Ha NepPBbIA NNaH BbIXO-
JAT peako.

KNUHWYECKWNIA CNVYAI
NAPOKCU3MA/IbHON GOPMbI
OUBPUNNALIAN NPEACEPAUIA,

NAPOKCU3MA/IbHON XXENYA0UYKOBOM
TAXUKAPAUW Y PEBEHKA C
MHOXECTBEHHOI CONYTCTBYIOLIEN
NATONOMNEN
3aBapkuHa A.A.

HayuHble pykosodumenu: TemepuHa /1.B.,
K.M.H., doueHm Bapnamoea T.B.

®rbOY BO «[MeTp0o3aBOACKMIA FTOCYAAPCTBEHHDIN
yHusepcutem (Metply),

[BY3 PK «lopogckasa getckas nonuknuHmnka No2y,

[BY3 PK «/leTckas pecnybnmnkaHckas 60nbHMLA»

ApUTMUM [LE€TCKOrO BO3PACTA OCTAOTCA aKTyaNnbHO
npo6nemoi 3paBOOXPAHEHUS, TaK KaK HECMOTPS Ha
3HAUNTENbHBIN NPOrPecc B NEUEHUN JAHHbIX NaLMEH-
TOB, OCTAlOTCA OJHON U3 OCHOBHbBIX NPUYMH PA3BUTUS
CepeYHON Hef0CTaTOUHOCT W BHe3anHOM [EeTCKOM
CMepTM.

MNauymeHTka A. 15 neT, HabnopaeTca y AETCKOro Kap-
avonora fopoackon AeTckoi nonukanHukin NO2 (M
N92) ropoaa MeTpo3aBo/CcKa N0 OCHOBHOMY AMATHO3Y:
Mapokcu3manbHas dopma ubpunnauum npeacep-
aun. Tapokcu3manbHas KenynoukoBas TaxXukapaus.
CocTosiHMe nocne onepauun 3nekTpodnuonoru-
YeCKOro McCnefoBaHUA, TOYeYHAs pPaAMoYvacToOTHas
abnauma npaBoro nepellelika, ToueyHasa paguoua-
CTOTHas abnaums 04aroB 3KTOMUYECKUX NpescepaHbIX
Taxukapaunm npasoro npeacepaus ot 07.04.2017. Oc-
NOXHEeHUe: XpOHMYecKas cepeyHas HeoCTaTOUHOCTb
[IA. ConyTCTBYIOLMIA: COCTOSIHME NOCNE OnepaTUBHOIA
KOppeKLunn BPOXAEHHOrO NMOpoKa ceppua: ylwmsaHue
AedekTa Mexenyaoukosoit neperopogku (AMXIT),
MUMNNAHTALMA  [ABYXKAMEPHOr0  3/M1eKTPOKapAnoCTm-
mynatopa (3KC) — aTpmoBeHTpuKynspHas 6nokaaa
(AB-6n0kaga) 2cT, MobuLL 2, B yCNOBUAX NCKYCCTBEHHO-
ro kposoo6pauieHna (MK) ot 06.07.2009, peumnnaHTa-
umsa 10.06.2019. CocTosiHMe nocne onepaummn naacTmkm
aopTO-NPaBOXeNYA0UKOBOW (UCTYNbl CUHTETUYECKON
3annato ot 19.04.2016 roga. CuHAPOM AWChNA3um
COeaMHUTENbHON TKAHWU. BereTococyanctas AUCTOHUSA
nybeptatHoro nepuoga. CMHAPOM BHYTPUUEPENHOIA
rMnepTeH3nmM, KomneHcauus. HectabunbHOCTb LWei-

HOro oTAena No3BOHOUYHMKA. JIeBOCTOPOHHMIA CKONNO3
rPYAONOACHMYHOIO OTAena No3BOHOYHMKA 1 CT. Spina
bifida posterior S1. bone3Hb Kennepa 1. HapyweHue ak-
Komogaumu. Muonusa cnaboin cteneHn OU. BTopuuHblii
XPOHWYECKn nuenoHedput, BHe obocTpeHus. [o-
yeyHas HeaocTaTouyHocTb 0 cT. acTpo3sodhareanbHas
pedntokcHas 60ne3Hb 3 CT, BHe 060CTPEHMA.

Mo AaHHbIM @aHAaMHe3a nepBble NMPU3HAKU OCHOBHO-
ro 3abonesaHus NposBUANCH B BO3pacTe 3 mecsLeB
(2006 1), NpoABNANNCb B BUAE CUHKONANIbHOIO COCTO-
SIHWS, COMPOBOXAANNUCH LMAHO30M Ty6, HOCOryBHOrO
TPeyrofibHUKa, NOACYET YACTOTbl CEPAEYHbIX COKpaLle-
HUiA (YCC), peructpaumsa IKI He npoBoannuUchb. COHO-
rpauyeckn BbiSBIeH NepumembpaHo3HbIi M.

B 3 roga (2009 r) npu 06cnefoBaHNK BbiABNEHbI Ha-
pyLeHUs puTmMa: NpeacepaHan Taxmkapans, AB-6noka-
na2cr).

B 2009 r B ®IBY HHIMLUCCX nm. A.H. bakyneBa npo-
BelleHO onepatuBHOe neyeHue: ywusanue AMXM, nm-
nnaHTaums asyxkamepHoro IKC. NMocneonepawmoHHbli
nepuos OCNOXHeH: MHEBMOHUA. Pe3ynbTaT NpoBefeH-
HOro neuveHus: padota IKC achpekTBHA, pesmayans-
Hblii AMXXI 6e3 neperpy3ok cepALa v NerouHow runep-
TeH3Uu.

B Hauane 2016 roga obcnepnosaHa B Cl6 MbY3 «/Ar'b
No1» r. CaHkT-MeTepbypra, BbIABNEHO HANUYUE remo-
ANHAMNYECKM 3HAUMMOWN 0PTO-NPABOXENYA0UYKOBOM
thmcTynbl, PEKOMEHAOBAHO OMepaTWBHOE NeyeHne B
OrBY «OUBMT» M3 PO (. KanuHuHrpag).

19.04.2016 npoBegeHO onepaTWBHOE BMeLlaTesib-
CTBO: NNACTUKA a0pTO-NPABOXENYA0UYKOBOW UCTYNbI
CMHTETUYECKOW 3annaTtoit B ycnoeusx UK. NMocneone-
PaLMOHHbIN Nepuoj OCNOXHEH: 06UNbHOE oTgense-
MOe Mo [peHaxam, B3fiTa B OMepaLuOHHYI0, NpoBe-
[eHa peBM3Ma CPefoCTeHbs. B npaBon nneBpanbHo
MonocTM 06HApYXeH CTapbli BPEMEHHbIA 3MEKTPOA,
yOaneH, ApeHaXu npombiTbl. B mocneonepaunoHHOM
nepuofe OTMEYanucb HapylweHUa puTma: TpenetaHue
NpeAcepaun B TeYEHME HECKONBKUX MUHYT, 6e3 cyob-
€KTUBHbIX Xano6, KynupoBanucb camoCTOATENbHO, He-
OJHOKPATHO HOCOBble KpoBoTeueHus. CnycTa Hepento
npoBefeHo TectupoBaHume 3IKC: KpaTKOBPEMEHHbI
3Nu30f TpeneTaHWs Npefcepauil, BKIOYEHA YacToT-
HO-aganTuBHaa ctumynauma. NMposedeHa Koarynauma
COCyAo0B B 30He Kuccenbbaxa € 2 CTOPOH.

28.04.2016 B CTabUNbHOM COCTOSAHUM BbIMUCAHA U3
cTaumoHapa.

19.05.2016 noctynuna B Kapgmopesmaronormyeckoe
otenexue Jletckon pecny6nnkaHckon 60nbHuLpl (KPO
APB) r. NeTpo3aBo/CKa C *anobamu Ha oCTpyio 60nb B
rpyAHOI KneTke cnesa (MpocHynacb ot 60nu), rocnuta-
nu3nposaHa. Mo pe3synbratam CKT BbisiBNeHbl NOCTBOC-
nanuTenbHble M3MEHEHWUs OPraHoB rPyAHON NOMOCTH:
nnespoanadparmanbHble, NNEBPONepUKapananbHble
cnaiku ¢ 06enx ctopoH. IKI — putm IKC ¢ NOCTOAHHON
cTumynauuen npeacepauid. NMpoBoaunach KOHcepBa-
TUBHAs Tepanusa C NONOXNUTENbHON ANHAMMKOMW, 6one-
BOW CMHAPOM KynupoBaH. IXO KC — nonoctu cepaua
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He paclnpeHbl, [AOMOMHUTENbHbIX 06Pa30BaHN Ha
3NeKTPOfax HeT, CoKpaTuTenbHas (PYHKLMSA YaoBMeT-
BOpUTENbHAA. BbinncaHa Ha AucnaHcepHoe Habnwge-
Hue (OH) kapauonora.

B aHBape 2017 roga nnaHoBO KOHCYNbTUPOBaHbI B
HHMLUCCX um. A.H. bakynesa.

B dbespane 2017 pogutenun obpatunnch B 1P ¢ *a-
nobamu Ha yxyflleHue cocToaHus pebeHka — ronoso-
KPY)XeHMe, yyalleHHoe cepalebueHme, ambynaTopHo
no pe3ynbraTaM XONTepPOBCKOr0 MOHUTOPUPOBAHUA
(XM) BbisBNEHbl 3MM304bl NAPOKCU3MANbHOW Keny-
[IOUKOBOW TaxuKkapauu, OT roCnUTanu3aLmmu poauTenn
0TKa3anucb, ambynaTtopHO MOBTOPHO BbIMNOMHEHO 4
cyTouHoe XM: pUTM KapAWOCTUMYNATOPA, CUHYCOBbIN
put™, YCC oT 70 [0 264 B MUHYTY, BbIIBNEHbI NMapoOK-
CU3Mbl KPYrOBOW KENMy0UKOBOM TaxmMKapaum cTumy-
naTtopa - 17, YCC ot 181 [0 261 B MUHYTY, NAPOKCU3MbI
HAZKeNya0uKoBOM Taxukapaum — 12, UCC ot 190 o 261
B MUHYTY.

HanpasneHa Ha rocnutanusaumio B HHIOLCCX
nm. A.H. bakyneBa C OCHOBHbIM UArHO30M:

MapokcusmanbHas opma TpenetaHus npeacep-
Ani. TapoKcM3manbHas Xenyaoukosas Taxukappus,
He3(heKTUBHOCTb paboTbl IKC.

07.04.2017 B HHMNLCCX um. A.H. bakynesa nposege-
HO 3NeTPOM3NONOTNYECKOe NCCNE[0BAHKE, TOYEYHAS
pagnoyacToTHas a6bnauus npaBoro nepelleinka, To-
yeyHas pagMoyacToTHas abnaums oyarosB 3KTOMUue-
CKMX NpeacepaHblX TaXuKapanii NpaBoro npeacepans.

BbinucaHa nog gucnaHcepHoe HabnogeHne No me-
CTY XUTeNnbCTBa.

B nmanbHeillem HeoAHOKpaTHO noctynana B KPO
[IPb ans KOHTPONbHOIO 06CNEeNOBAHUSA 1 OLEHKN pa-
60TbI IKC.

COCTOMT Ha AMCNAHCEPHOM yuyeTe y NeanaTpa, AeT-
CKOTO KapAuonora, HeBpoora, oproneaa, Hecponora,
racTposHTeponora, odtanbmonora IMNe2.

16.03.2018 rocnutanusuposaHa B Orby C3MUL, nm.
B.A.Anma3oBa ang peweHus o 3ameHe 3KC. [lpoBefeHo
06cnefoBaHNe, MUHUMANbHbIA PACYETHBIN CPOK CIYXK-
6b1 IKC cocTaBnseT 6 MecsiLeB, B CEHTAOPE PEKOMEHA0-
BaHa NOBTOPHAsA KOHCYNbTaLMA.

Mo pe3ynbTaTam JanbHERWUX HA6NIOAEHUA U KOH-
cynbTauuin 10.06.2019 8 C3MULL um. B.A.Anma3oBa 6bina
nposefeHa 3ameHa 3KC.

14.01.2020 Ha npueme getckoro kapauonora IAMNNe2
COCTOsIHUE YO0BNETBOPUTENbHOE, CTabunbHoe 6e3 me-
AMKaMeHTO3HOW Tepanuu. Ha KT oT 28.08.2019 — putm
CUHYCOBDbINA, camocTonTenbHbin, YCC - 77 B MuHyTY, PQ-
0,18. 3KI ot 06.03.2020 — pMTM CUHYCOBbIA, CAMOCTOSA-
TenbHblN, YCC 74 B MUHYTY.

bnarogaps CBOEBPEMEHHOW AMArHOCTUKE, Mpeem-
CTBEHHOCTU PaboTbl PecnybnnMKAHCKUX MEANLMHCKUX
YUPEXAEHUA U LEeHTPaNbHbIX 6a3, K HACTOALWEMY MO-
MEHTY, COCTOSIHWNE pebeHKa yaanocb cTabunn3mposarb.
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OCTPbI MMENUT UHOEKLNOHHON
3TUONONNN KAK MPUYUHA CUHAPOMA
OCTPOIO BSIZIOTO MAPA/TMYA
B AETCKOM BO3PACTE
OmenbueHko C.B., Typunnen, A.M., PycckuH B.O.

HayuHbili pykogodumenb: 0.M.H., npocheccop,
XonuH Anekceli AnekcaHdpoeuy

Kacheapa HeBpONOrum, HeMPOXNpypru
Y MeULNHCKOWN reHeTUKM
nMmeHn akagemuka /1.0. bagansiHa
®OTAQY BO PHUMY um. H.1. NMnporosa

AKTYanbHOCTb: OfHUM M3 BAXHENLWMUX 3TanoB npu-
HATOW B 1988 rogy BO3 MMporpammbl NMKBUAALMUM NO-
nuomuennTa SIBAANOCb MpPOBeAeHMe «HaA3opa 3a
CUHAPOMOM OCTPOro BANMOr0 napanuuya». CMHAPOM
ocTporo Bsnoro napanuua (OBM) — 310 n6oe ocTpoe
3aboneBaHue y pebeHka Ao 15 NeT C OCTPbIM BANbIM
napannyom, Uam CXofHoe ¢ NoNMoMUenuTom 3abone-
BaHue y 60MbHOrO0 Nt060ro Bo3pacTa. Pag 3abonesaHunii
conpoBoXfgaerca passutuem cuHgpoma OBIl, B TOM
umncne: NHGeKUMoHHbIE NopaXeHns nepudeprueckoil
HEPBHOWM CMCTEMbl U CMMHHOTO MO3ra (Bbi3BaHHbIE MO-
NNOBKPYCaMU, HEMOMMOIHTEPOBMPYCAMM, repnecBnpy-
camu), cuHapom MmiteHa-bappe, oCTpblil NoMNepeyHbli
MUenuT, 6one3HN ABUTaTeNbHOrO HENPOHA, PeXe TPaB-
MATMUYeCKMe HEBPUTbI, HAPYLWEHUS KPOBOCHAGXEeHUs
1 ONMYyXONK CMMHHOTO MO3ra. BbisBneHne Bcex cnyuya-
eB 3aboneBaHnin, NpPoABnAWMXCS cuHapomom OBI,
KaK NOTEHLMANbHbIX CyYaeB MOAUMOMUENNTA, TpebyeT
MPOBeAEHNs HEMEANIEHHOro 3MMAEMMONOrMYecKoro
paccnefoBaHMa U SIBNAETCA Mokasatenem 3¢ ekTus-
HOCTM CWUCTEMbI 3NUAEMUONOTNYECKOTO Haj3opa U
COXPAHEHNSI BbICOKOTO YPOBHS HACTOPOXEHHOCTU Me-
AULMHCKUX PABOTHWKOB B OTHOLWEHWM NONNOMUENNTA.
NpoBeaeHune ancdepeHuManbHON ANArHOCTUKKA CUH-
APOMa OCTPOro BAMOro napanuya NnpeacTaBnser 60Mb-
Wwue TPYAHOCTW, O YEM CBUAETENbCTBYET CrefyoWwmui
KNUHUYECKUN CnyYail.

Knuunuecknin cnyuai: Maument T. (2912.2015 r. p.).
HacneacTBeHHOCTb He OTATOLEHA.

OT nepBoi 6epeMeHHOCTH, NpoTeKaBLel husnono-
rmyecku. Pogbl camoctosTenbHble, B CpoK. Mpu poxae-
Huu Bec 3150 r.,, poct 50 cm, oueHKa no wkane APGAR
8/9 6annos. Habnoganacb NefMaTpoM 1 KapAMONOrom
no noBoAy BPOXAEHHOrO nopoka cepaua (oTkpbiToe
0Ba/IbHOE OKHO). MOTOpPHOE M peueBoe pa3BuTHe No
BO3pacTy. BakuMHUpoBaHa B COOTBETCTBMU C Hauwo-
HaNbHbIM KaneHAAPEM NPoUNaKTUYECKUX NPUBUBOK.
B 3 roaa 8 mecaues (koHew, aBrycra 2019 r.) nepeHec-
N2 OCNOXHEHHYH MHDEKLMIO, BbI3BAHHY BT 1 TMNa,
nonyyana nevexune Auuknosupom. C 07.09.19 r. otmeya-
N10Cb NOBbILWEHNE TemnepaTypbl Ao 38°C B TeueHue 2-x
[HEN, Kalenb, 6bi1a Ha3HaYeHa aHTUGAKTepuanbHas
Tepanus. 09.09.19 r. ynana ¢ ropku BbICOTON OKOMO 1 Me-
Tpa, Ha CneaywLLniA JeHb Beuepom NOAbLEM Temnepa-
Typbl [0 38,5°C, HOublD 6eCNOKONHO CMana, yTpom no-
SBMNNCH XAN06bl HA HAPYLWEHNE AKTUBHDBIX JBUXEHWNIA
W YyBCTBMTENbHOCTW B NIEBO pyKe, CNaboCTb B HOrax,



ronoBoKpyxeHue. MauneHTka 6bina rocnUTanuU3upo-
BaHa B cTauuoHap, 18.09.19 r. noaBunucb orpaHuye-
HUSA AKTUBHbIX [BVXEHWI B MPOKCUMANbHbIX OTAEnax
MpaBoM pyku, oTmeyancs 601eBoW CUHAPOM B NEBOIA
pyke. Bo Bpems npe6biBaHWUs B OTAeNeHUU ABAXAb
6bI XUAKAN CTYA, NPU UCCNENOBAHUM Kana W Maska
n3 potornotku (12.09.19) BbigeneHa PHK aHTepoBupy-
ca. KT ronoBHOro mosra u LeiHOro otaena no3BoHoY-
HUKa — 6e3 natonoruu. KT opraHoB rpygHON nonocTu
(11.09:19) — npuzHakn 0YaroBO-UHMUNLTPATUBHbIX
N3MEHeHMI 06oux nérkux obnactu SX, nostopHas KT
(20.09.19) — ¢ nonoxuTenbHo AWHAMUKOW. Mo AaH-
HbiM IHMI (27.09.19) — NpU3HAKOB HapylieHns npo-
BeeHNUS N0 CEHCOPHbLIM BOMOKHAM nepudepuyeckux
HEPBOB BEPXHUX KOHEUHOCTEN HE MONYYEHO, HENb3A
UCKNIOUNTb nepefHeporosoe nopaxeHue. MPT cnuH-
HOTO MO3ra WeWHOro oTAena C BHYTPUBEHHbIM KOH-
TpactuposaHnem (01.10.19) — He BbIABMIO NATONOMUU
M Y4aCTKOB HAKOMMIEHMA KOHTPACTHOTO BellecTBa. 3a
Bpems NpebbiBaHmMA B CTaLnoHape ¢ 10.09.19 no 08.10.19
I. monyyana aHTWbakTepuanbHyl Tepanuio, AuMKNo-
Bup, LinknoepoH, BucepoH, UmmyHornobynut (/8 1
r/kr cyTku), LutodnasmH, sutamu B. Ha hoHe npo-
BOJMMOTO NeYeHuUs MOSBUAUCL ABWKEHUS B NPaBoOM
pyKe, CTana XOpOLlO XOA4MTb, COXPaHANUCb ABMIEHUA
NIEBOCTOPOHHEN BepXHeil MOHOMMErnu.

C 091019 no 071119 r. Haxoaunacb Ha neyeHun B 1
KWUB ¢ anarHo3om «OCTpbii BANbIA Napanapes ¢ npe-
obnagaHuem cnesa». B cBA3M C NOAO3PEHNEM HA CUH-
Apom OB 6bin nposeaéH aHanu3s kana (02:11.19) — na-
TOreHHble 3HTEPO6aKTEPUM HE OOBHAPYKEHDI, 2 MPO6bI
Ha nonnommenut HeratusHble. C 071119 no 0412.2019 r.
Haxogunacb Ha neyeHun B PAKB. o AaHHbIM noBepx-
HOCTHOM N CTUMYNALMOHHON IHMT (14.11.19) oTmeuaeT-
CAl CMeLaHHbI XapaKTep HapylWeHWs 3MeKTporeHesa
MbllWL Ha ypoBHe C5-Th1 cneBa no nepegHeporosomy
TUNY, QAKCOHANbHO-AEMUENNHU3NPOBAHHAA  NOMN-
HemponaTus neBon BepxHeW KOHEUYHOCTM C npeobna-
JaHMeM aKCOHOMATUW, MUENUHOMATWM MpPaBbiX Cpe-
AVHHOTO U NY4eBOr0 HEPBOB B AWCTANbHbIX OTAENax,
MWENWHONATUK MPABOro NOKTEBOr0 HepBa — B MPOK-
CumanbHbIX otaenax. Mo gaHHbiM MPT CNMHHOrO MO3-
ra (031219) — Henb3a WCKNIOUMTb He3aBepléHHble
BOCMANWTENbHbIe W3MEHEeHUs CNUHHOW Xxopabl. Mpu
HEBPONOrnYeCKOM OCMOTpE: ACUMMETPUS BEPXHEro
MnieyeBoro nosica 3a CYUET rMNOTPodMn Cneea, OrpaHu-
ueHue 06bEMA [IBMKEHUN B NEBOW pyKe, MOHONNErns
B AWCTA/bHbIX OTAENax B MpPaBOM pyke — yMepeHHoe
OrpaHMYeHNe B MPOKCUMANbHbIX OTAENax Npu ocy-
LWEeCTBNEHNN aKTUBHBIX [BUMKEHUN, KNCTW NPU OKATUN
Kynaka. Co C/l0B MaMbl OTMEYAETCA MONOXMTENbHan
AVHAMUKA: MALMEHTKA CTana NOAHMMATb NPaBY PyKy
Ha YPOBEHb Mfleya W Bbllle FOPU30HTANK, BBEPX, ABU-
XEHUS B KNCTW B 3HAUMTENbHOM 06bEME, YAEePKMBAET
1 6epéeT NpeAMeTbI, CONMPOTUBIIAETCA NPU NPO6ax C Ku-
CTbio. CMNa MblLLL, CHUWXEHA B NeBOiA pyke Ao 0-1 6anna
AUCTanbHO, [0 1-2 6ANNOB MPOKCUMANbBHO, B NPaBOIA
pyke — Ao 4-5 6annos B AUCTanbHbIX OTAenax. fmno-
Tpohma Mblwy, B 06N1aCTK N€BOro neya, ymepeHHas
B 061aCTN NEBOW KNCTU, CUMMTOM «O6COCAHHbIX Nanb-

UMKOB», YMEPEHHas MO03auuHas runoTpous MbiwiL,
NajlOHHON MOBEPXHOCTH, MNO/aTOHUS NEBOI PYKM 3
CYéT nepuchepuueckoro napesa (nneruu). Cyxoxunb-
Hble pednekcbl CleBa — BbI3bIBAETCA HEMOCTOAHHbIN
pednekc ¢ 6uuenca, kapno-paguanbHbii, ¢ TpULENCa
He BbI3blBAeTCA. YMEPEHHO BbIpaXKeHHble akporumnep-
TepMuUsi, aKpOrnnepruapo3 B NeBon pyke. boinu npose-
[eHbl JOMONHUTeNbHbIe UCCNef0BaHNA 418 OCyLLecT-
BNIEHMSA JUATHOCTNYECKOTO NOMCKA, KOTOPbIN BKKYAnN:
onTukommenut JlenBuka (ogHako, Ha odTanbmonoru-
UECKYI0 CUMNTOMATUKY OTCYTCTBYIOT Xanobbl, KNMHUYe-
CKMe JaHHble U 3aKMoUYeHne OKynuCTa), apyrue mue-
ANTbl BUPYCHON 3TUONOTNU, QyTOMMMYHHbIE MUENUTDI.
Axanus nuksopa (06.12:19) — aHTUTENa K aKkBanopuHy
4 1 aHTM-MOG B npeaenax pedepeHCHbIX 3HaUeHNA.

Ananu3 nuksopa (09.1219) — 6enok (0,84 r/n 1),
rmoko3a (2,51 mmonb/n ), 44 numdoumta, 38 Mmo-
HoOUMTOB-Makpodaros, HSV simple 1 1gG (Negative).
AHanu3 BeHo3HOM KpoBu (09.12.19) — HSV simple 1 1gG
(Positive). Aanu3 nuksopa (12.1219) — metogom MLP
JHTepoBMpYC He obHapyxeH, HK B3b, LUMB, BMI 1,2
TWNA B KPOBW 1 NIMKBOPE OTpuMUaTenbHbl. Monyyana
neuexne — innaakpuHa rugpoxnopua (Heipomuans),
AT® ¢ KKB, nynbc Tepanusa MetunnpegHusonoHom (Co-
ny-meapon) + duanonornyeckuii pactsop N° 5 B Te-
ueHune 4-5 vacos. lMonyyana Kypc MMMyHOrNO6YNMHA
(10% MpuenaxeH) B ao3e 1 r/Kr Ha KypC C BbIPAKEH-
HbIM MONOXUTENbHbIM 3¢h(hEeKTOM — yNyyLNINCh ABK-
ratenbHble QYHKUUKM, YBENUUNNICA O6BEM AKTUBHbIX
[ABWXEHUA B NeBOI KOHEYHOCTW (B MPOKCMMANbHbIX
oTAenax, Npeanneybe), OTMEUYEHO ynyulieHne Tpodu-
Ki MbILUILL, YBEMYEHNE MbIWEYHOW CUsbl. bbino peko-
MEHA0BAHO BBEAEHNE eXeMEeCAYHbIX KypCOB BbICOKO-
OUMLLEHHOTO MMMYHOMMO6YANHA ANS BHYTPUBEHHOIO
sBeneHna (MpuasmkeH, OkTaram) exemecauHo 1 r/kr/
Kypc. 27.02.2020 r. noctynuna B POKB ¢ xano6amm Ha
OrpaHuYeHne [BWXKEHUA B NPaBOW pyke, CraboCTb,
OrpaHuYeHne ABMXEHNI B NEBOI PyKe 418 NNAHOBOIO
06CnefoBaHNs 1 NPOAOMKEHNS NeUeHus.

3akntoueHune: CMHAPOM OCTPOro BANOro napanuua
TpebyeT nposefeHus auddepeHuUmanbHol auarHo-
CTUKN C PAAOM MHQEKLMOHHBIX MOPAXEHWUIA CMUMHHOTO
MO03ra, C TPaBMaTUUYECKUMUN, ayTOMMMYHHBIMI U OHKO-
NOrMUYecKUMK nopakeHusamu. MpeactaBneHHbIn K-
HUYECKUIA CNyyail IEMOHCTPUPYET CNOXHOCTb MPoBe-
AeHNUA AWArHOCTUYECKOro MOWCKA, BaXHOCTb PaHHEN
MOCTAHOBKW MarHO3a M CBOEBPEMEHHOTO Hayana Te-
panuu, 4To onpeaenseT ucxon 3abonesBaHus, Bbi3BaB-
Wero pasBuUTE CUHAPOMA OCTPOro BAMOrO Napanuua,
1 BNMUAET HA KAUECTBO XWU3HW NaLMeHTa.
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BTOPNYHbIN LIUPPO3 NEYEHN
HA ®OHE BUTUAPHOWN ATPE3UN
Y 3-X MECAYHOI'O PEBEHKA

bpbizranuHa C.10., Munéxuxa M.10., Monosa A.I.,
KapnukoBa K.b.

HayuHbili pykoeodumenb: K.M.H., doyeHm
Kaghedpbi nponedesmuku demckux 6ose3Hel
Meduampuyecko2o ¢pakynbmema
PHUMY um. H.W. NMupozoea flapuHa /1. E.

OrAQY BO PHUMY um. H.1. NMnuporosa
MwnH3apaBa Poccum

bunuapHas atpesus - penkoe 3a6oneBaHue Heus-
BECTHOTO MPOWCXOXAEHUS, KOTOPOE XapaKTepu3yeTcs
obnuTepaunein xenueBblBOAAWMX NyTeir. OHO NpoOsB-
NAETCA B MEpUHATANbHOM Nepuoae M NopaxaeT Kak
BHEMEUEHOUHbIE, Tak U BHYTPUNEUEHOUHbIE XKeNuHble
MPOTOKM, MPUBOAUT K BTOPUUHOMY BUNMAPHOMY LMP-
po3y, NEYEHOUHON HELOCTaTOUHOCTN M B KOHEUHOM
uTore, MPN OTCYTCTBUM NEUEHUS, K CMEPTU B TeueHue
nepBbiX ABYX €T XKU3HU.

[leBouka, 3 mecsua 23 aHA. PebeHOK OT 3-en bepe-
MEHHOCTW, NPOX0oAMBLIEN Ha (hOHE pe3yc-KOH(MUKTA,
3-UX CPOYHbIX POLOB, BeC Npu poxaeHun 3350 r, AnvHa
51 cm. Anrap 8/9 6annos.

B 1,5 mecsua poautenu 06patMnu BHUMaHME Ha
KENTYWHOCTb CKNEP U KOXHbIX MOKPOBOB Y AEBOYKM
C TeHAEHUMEN K HapacTaHuto, B CBA3M C ueM pebeHoK
npowen obcnegosaHue n neyeHne B GroYH «PUL, nu-
TaHNS U 6UOTEXHONOTUNY. BbiN BbIABNEH CUHAPOM LK-
TONM3a, Xonecrtasa U runepxonecrepuHemun. Ncknio-
yeHbl BUpYCHble renatutbl A, B, C; 6one3Hn obmeHa;
CMHAPOMasbHaa reHeTMyeckas naTonorus. BoinucaHa
C MUHUMANbHOW MONMOXUTENbHOW AMHAMUKOW C AKa-
FHO30M: KPUNTOFEHHbIN renaTuT yMepeHHOW aKTUBHO-
CTM C XONeCTa3oMm.

Muwesas anneprus, raCTPOUHTECTUHANBHAS 1 KOX-
Hasl hopma. [lecuumMT Macchl Tena Nerkoi CTeneHm Ta-
XeCcTn. MNOrNMMKeMUs HEACHOTO reHesa.

201119 (B 3 mecaua 17 gHen) maTb oTmMeTUna B3A4y-
TUe XUBOTa y pebeHka, nnav, 0Tkas oT efbl. bbin 0gHoO-
KpaTHbIN CTyN CBETNO-KOPUUHEBOrO LIBETA, COCTOSHKE
pebeHka nocne CTyna He ynyuwmnnoch, B CBA3M C UEM
yTpom 211119 poautenu obpatunuce B ®IBY HMUL,
aKyLepcTBa, MTMHEKONOrMK U NEPUHATONOMNN UM, aKa-
pemuka B.M. Kynakosa M3 PO®. Mpu nposeaeHun Y3
OPIOWHON NONOCTU BbiN ANArHOCTMPOBAH aACLMUT, NO
KWC runepnaktatemms. Mo CMMN pebeHOK 3KCTPEHHO
poctaBneH B MAIKE B OPUT. B 1-e cyTKn Ha (poHe Ha-
pacTaHus CUHAPOMA NOMNOPTaHHOW HEAOCTAaTOYHOCTU
(CNOH) nepeseneHa Ha WBJI, Taxenas runepnakrare-
MUA C MOMEHTA MOCTYMNNEHMUSA, TUNONPOTEUHEMMS, TU-
nokoarynauus, 06uwun 6unupy6uH 255,7 MKMonb/ n.

YunTbiBas NposiBNeHMs acumta U abLoMMHANbHOIO
KOMNApTMEHT-CUHAPOMA, BbIMOAHEH NanapoLeHTes,
Hauata aHTM6MOTMKOTepanus LedonepasoHoM/cynb-
6aKkTamom. Ha 2-e CyTKU BbINOMHEHA nanapockonuye-
CKasi peBn3us GPIOWIHON MONOCTU, GUONCUS MEYeHMU.
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K Tepanuu go6asneH meponeHem. B nocneonepauunoH-
HOM nepuoge passunca [IBC cuHApOM, enyLouHOo-Kun-
WeYHOe W NeroyHoe KpoBOTeueHus. B ganbHenwem
oTMeyanocb HapactaHue CMNOH, aHypus, penpeccus
CEepAeYHON feaTenbHOCTW. bbina npoBefeHa ceppaeu-
HO-nerouHas peanumauua (C/IP) ¢ ycnewHbiM Mcxo-
Aom. MpoBoannacb NOCMHAPOMHAA Tepanus, 3amecTu-
TenbHaa nnasmotepanus (3MT), BbicokouactoTHas UBJI.
Ha doHe nporpeccun CMOH 26.11.19 ocTaHOBKA cepaey-
How fleaTenbHocTU. 30 MuH C/TP 6e3 adhdhekTa. 26.11.19 B
6:29 KOHCTaTUPOBaHa Buonornyeckas cMepTb pebeHka.
MoCMepTHbIN ANArHo3: ATpe3ns XenuHblX MpPOTOKOB.
Uuppo3 neyeHn, AeKOMMEHCUPOBAHHbIN. (DYHKLMO-
HanbHbIN Knacc C no Yanng-Mbio.

JlaHHbIN KNVHWYECKNIA CyYaid HarnaaHO NoKasbiBa-
€T, UTO NPY BEeAEHWUMN JEeTEN C 3aTAHYBLIENCS XKENTYXO
HeNb3s 3aHMMaTb BbKMAATENbHYIO NO3KLMI0. MPUUMHA
XENTYXW NOMKHA 6bITb HaNAEHa Kak MOXHO 6bicTpee
1 CKOPPUIUPOBaHa. Y onucaHHOro pebeHka nmena me-
CTO aTpe3ns enuHblXx NPOTOKOB, KOTOPAs O4YeHb 6bl-
CTPO NpuBena K LUMPPO3y NeueHn U JeKOMMeHcaLmum
COCTOSIHMSA NALMEHTKN, B TO BPEMS Kak CBOEBPEMEHHO
BbIMOMIHEHHAsA NOPTO3HTEPOCTOMUS MOFNA Gbl CHU3NTD
BEPOATHOCTb TAKOr0 MCXo/a.

KNUHWYECKUI CNTYUAN
TSHKENOrO TEYEHUS HEKOMMAKTHOIO
MVUOKAP/A NIEBOIO XXENYOUKA
V PEBEHKA 1Tr0fIA

Kapnukosa K.b., Munéxuna M.10.,
bpbizranuna C.10., Monosa A.I.

HayuHbie pykosodumenu:
0.M.H., npocpeccop Komnykoea H.I1.;
K.M.H., 0oueHm /lapuHa /1.E.;
K.M.H., accucmeHm Makcumsk /1.A.

®OTAQY BO PHUMY um. H.1. NMnporosa

HekomnakTHbIN ~ MUOKAapA  NeBOr0  Xenyaouka
(HMMX) — nepBMuHan, reHeTUUECKU reTeporeHHas
Kapauomuonatus, SBNAOWAACA CNeLCTBUEM Hapy-
WEeHNA Pa3BUTUA CEPAEUYHON MbIWLbl HA 3Tane 3M-
bpuoreHesa. XapakTepusyeTcs Hannuymem He3penoro
(ry6uatoro) mmokapaa € pacnonaralowMMca nog HUM
KOMMAKTHbIM CI0eM, MOBbILIEHHON TPABEKYNAPHOCTbIO
MUOKapAa U HanuMumem rnyboKux MexTpabekynsapHbIX
NPOCTPaHCTB (nakyH). 3abonesaHne MOXET UMETb Aun-
naTaLyMOHHbIN UK rMnepTpodmUeckmnii heHoTun, npo-
ABNATbCA CMMNTOMAMMW CepAeYHON HeaoCTaTOUHOCTM
(CH), apuTmusMmM 1 anu3oaamm Tpom603m60nNiA. B Tpe-
T CNyYyaeB BO3MOXHO 6ECCMMNTOMHOE TeueHue Kap-
avnomuonatuu. flanee npeactaBneH KMMHUYECKUIA Cny-
ual TAXKEeNOoro reHeTudyecku obycnoeneHHoro HMMX y
pebeHka 1 roga.

Manbuuk W., 1 rog 1 mecsu. 3 aHamHe3a U3BECTHO,
uTo pebEHOK OT MaTepm 35 NeT, OT NepBoN 6epeMeHHo-
CTW, BO BpeMsl KOTOPOW AWArHOCTUPOBAH FMMOTUPE03
(nonyuana Tepanuio L-TupokcuHom). Mpu nnaHoBOM



ynbTpasBykoBoM nccnegosaHun (Y31) nnoga Ha 32-33
Hefene recrauuu BbiSIBNIEHbl YBENMYEHME pPA3MEPOB
cepaua v HapylweHue cepaeyvHoro putma y pebeHka.

NMposoannacb AuddepeHLnanbHan AUATHOCTUKA
MeXay BPOXIEHHbIM MOPOKOM cepaua (Koapkrauus
aopTbl) U KAapanUTOM. Mo pesynbTaTam noBTOpPHOro Y3
Ha 34-35 Hedene NOATBEPXAEHbI AWnataums 060umx
XenyaouKoB cepALa C pe3Kum CHUKEHUEeM UX CoKpaTun-
TeNbHOW CNOCOBHOCTU, MPU3HAKN HEKOMMAKTHOIO MU-
oKapfa. B CBA3M C BbICOKUM pucKOM rmbenn nnogaHa
35-36 Hefene rectauuu nposefeHo 3KCTpeHHoe Keca-
peBo ceyeHune. Poannca manbumk ¢ maccon Tena 2400 T,
ANUHON 47 CM, OLeHKa no Anrap - 5/6 6annos.

Ha 6 cyTku Xu3HuW pebeHoK 6bin nepeBedeH B
OPUTH ATKb um. 3.A. bawnsaesou [A3M, roe sepudu-
LMPOBAH AMArHO3 HEKOMMAKTHOrO Muokapaa 060umx
ENY[0uKoB (COOTHOWIEHNE HEKOMMAKTHOro Cnos K
KOMMAKTHOMY 2:1) C AunaTauuoHHbIM eHotunom. OT-
MEUANOCb CHWKEHWE COKPATUTENbHOM CMOCOGHOCTH
cepaua (dpakums Bbibpoca neBoro xenyaouka, OB /K
50%), NPU3HAKN HapyLIEHNA [MACTONUYECKON (DYHK-
MM NIeBOrO Xenyaouka no 1 Tuny, 0THOCUTENbHAA He-
J0CTaTOMHOCTb MUTPANbHOTO KNanaHa TAXenon crene-
HW W TPEXCTBOPUATOro KnamnaHa YMepeHHOW CTeneHu,
pesmiyanbHas NnerovyHas runepreHsnd. KnuHuuecku
OTMEYanncb CUMNTOMbI HEAOCTATOYHOCTM KPOBOOGpa-
weHuns (HK) 1IA-B cTeneHn. YuuTbiBas paHHWin [e6ioT
3aboneBaHus, WCKOYANUCD BPOXLEHHbIE MOPOKU
cepaua (B Tom uncne, cuHapom bnaHTa-YairTta-fapnaH-
[a), MNOKapAuUT. BbiN YTOUHEH CeMelHbIl aHaAMHes:
YCTAHOB/EHO, UTO Y CECTPbI MaTepu NMeeTcs Nogo3pe-
HMe Ha Hanuuue kapguommonartum (He obcnesoBaHa),
a Aenyllka pebeHKa No MaTePUHCKOW NWHWUW yMep B
BO3pacTe 40 neT OT H(hapKTa MUOKapAa. ITO NO3BONN-
N10 3aN0A03PUTb FreHETUYECKNIA XapaKTep 3aboneBaHus
y pebeHka. Mogbupanocb fneyeHne C MPUMEHEHNEM
WHOTPOMHBIX MpenaparoB (gonamuH, a 3aTem — au-
FOKCUH B MOAJEPXMUBAIOLLENA [03€e), KanTonpuna, au-
YPETUKOB C LENMbl0 TeMOANHAMUYECKON Pa3rpy3Ku
(cnupoHonakToH, thypocemua), aHTarperaHTos (aue-
TUACANMUMNOBAsA KMCNoTa). Manbumk 6bifl BbIMUCAH C
PEKOMeHAAUUAMK NPOJOMKEHNUA HAa3HAUeHHON Tepa-
nuun. 3atem pebeHOK elle ABa¥abl NIAHOBO rocnuTa-
NN3MpoBaNcs AN AUHAMUYECKOro HabnaeHUa U Kop-
peKuun Tepanuu C yyeTom npubasku maccbl. OgHaKo
HEeCMOTpS Ha NPOBOAUMOE aKTUBHOE NeyeHne oTMeya-
nocb AanbHenuee cHuxeHne ®B /K 10 28%. Ha hoHe
rMNEpPBONEMUM B MANOM Kpyre KpOBOOGpAlLeHWs Yy
pebeHKa pa3BMBANNCb HEOAHOKPATHbIE MHEBMOHWMU,
TaKKe CNyXusluMe NOBOAOM ANA rocnuTanusaunm B
cTauuoHap. NMoATBEPXKAEH FeHETUYECKIIN XapaKTep 3a-
60neBaHNsA — BbisiBNeHa MyTauusa B reHe MYH7, npuso-
AALAA K NaToNOrnm TAXeNbIX Lenen B-MnmosnHa.

B BO3pacTe 7 MecaLEB XNU3HM pebeHOK Haxoauncs B
®TAY «HMUL, 3n0poBbst feTen».

MpoBeneHO NOBTOPHOE FeHeTUYeCcKoe MccneaoBa-
HWe, NoATBEpPANBLIEE NPeablayLLMe Pe3yNbTaThl.

BbIIBNEHO TaKkxe HOCUTENbCTBO reHoB Tpombodu-
nuu (reteposurota ITGB3( nnterpun 6eta-3), SERPINET

(PLANH1)(MHrnéuTOp aktTueartopa nnasmuHoreHa), ro-
Mo3urota MTRR (MeTMOHWH-CMHTa3a peaykTtasa). Mo
pesynbratam 3sxokapauorpadun (3xoKr) — npusHaku
HM/TX ¢ yBenunueHvnem nesbix OTAENO0B CepALa, aHeB-
pu3matnyeckoe BbiNAUYNBAHNE B anWKanbHOM CErMeH-
Te nesoro xenygouka, ®B K 20%, oTHocuTenbHas
HeJOoCTaTOYHOCTb MUTPANbHOIO KnanaHa Ao 3 CTeneHu.
MpoBeneHa Koppekuus Tepanuu: Ans NpodunakTukm
pPeMoJennpoBaHNA MUOKAPAA U C LieNblo Helporymo-
panbHOM Pa3rpy3ky Npofo/MKeHa Tepanua Kantonpu-
NIOM, @ TaKXe HasHaueH 6eTa-6nokarop (kapseaunon).
[INrOKCUH 6bIN NOCTENEHHO OTMEHEH, AMYpeTMUecKas
Tepanua NPoOAOMKEHA B NpexHem obbeme. KnuHuye-
CKW yaanoch AOCTUUYb yMeHblueHns npossneHnin HK, no
IxoKI — ®B /DX yBennumnacb g0 37%.

HacTtosiwas rocnutanusauusa B OTAENEHNE SKCTPeH-
HOW KapaMOXUPYPrim N NHTEPBEHLMOHHON Kapauono-
run MATKB A3M coctosnach B gekabpe 2019 rofa ¢ xa-
nobamu Ha o0AblLIKY, OTeKu. [pn ocmoTpe obpaLan Ha
cebs BHMMaHMe OTeuHblil cuHapom (oTekn B mapaop-
6UTaNbHbIX 061ACTAX, NACTO3HOCTb roNeHei), ofblliKa
C YacTOTOW AbIXaHMA [0 60 B MUHYTY, UMENO MeCTO pac-
WMPEHKUe rPaHnL, OTHOCUTENbHOW CepAeUHON TYNOCTK
BNeBo ([0 cpefHel NOAMbBILIEYHON NUHUN), TNYXOCTb
TOHOB CepAla, yBeNWYeHue pa3MepoB MeyeHn Ao +
4 CM MO NpaBoy CPeAHEKNIUYNMUYHON NMHUKU. Ha peHT-
reHorpamMme OpraHoB TPYAHOW KNETKW UMeNno MecTo
YCUNEHNE NEroYHOro PUCYHKa 3a CYUET BEHO3HOTO KOM-
MOHEHTa, 3HAuUTENbHOE pacCWWpeHNe TeHW Cepaua,
KTW (kapanoTopakanbHbll UHAEKC) — 70%). Mo IXOKT:
HM/TX (OTHOLWeHMe HEKOMNAKTHOrO CNOSi K KOMMNAKT-
HOMY 2,5:1) C AunaTauuoHHbIM eHoTunom (3KCLeH-
Tpuueckas runeptpodus /K, paciwinpeHme nonocrei
NIeBOT0 Xenyaouka 1 neBoro npeacepans), BblpaxeH-
Has auddysHas TMNOKWHE3NS NEBOTO HKENyAouka,
rnobanbHas COKPATUMOCTb NIEBOTO XKeNyA0UKa CHIKE-
Ha (DB MK 28-30% no Temxonblly, 35% no CUMMCOHY),
OTHOCMTENbHAs HEeAO0CTaTOYHOCTb MMUTPANbHOrO Kna-
MaHa TSXKeNOW CTeNeHu U TPUKYCNMAANbHOTo KnanaHa
YMEpPEeHHON CTeneHun, pacueTHOe AaBfieHNe B NPaBoOM
enygouke 50-52 MM pr.cT. (Hopma 25 MM pT.CT.), pac-
WMPEHKe NeroyHomn apTepum. B ctauuoHape 6bina ycu-
neHa auypetuueckas Tepanus, Ha Q)oHe yuero yaanochb
A06UTbCA MONOXUTENBHOIO KAMHUYeCKoro acdekta B
BMAE KYyNUPOBaHNA OTEYHOTO CMHAPOMA, COKpaLLeHMUS
pa3mepoB neuyeHn. B ctabunbHOM COCTOSIHUM pebeHOK
6bln BbINUCAH C PEKOMEHAALMAMU MPOAOMKEHUSA Ha-
3HAUEHHOrO IeYEHMNA U HAOBNIOAEHUA B AUHAMUKE.

HacTosiwmm onucaHmem XOTenocb MPOAEMOHCTPY-
pOBaTb BapWaHT TAXENOro TeYeHUs MepBUUHON Kap-
auomunonatum — HM/HK.  3abonesanue obycnoene-
HO NaTonoruen TAXeNbIX Lenei B-MrMo3nMHa Ha (oHe
mytaumm B reHe MYH 7, uto npuBeno K pa3BuTUio
BbIPAXXEHHON AuWnaTaLum NofocTen cepaua W CUCTo-
NNYECKON AUCHYHKLNKN YXKe BO BHYTPUYTPOGHOM ne-
pnoge. PebeHOK TpebyeT perynsipHOro HabnAeHNs 1
KOppeKuMu Tepanuu B yCAOBUSX KPYMHbIX MHOFOMpPO-
(OUNbHbIX CTALMOHAPOB, OTMEYAETCA HeAoCTaTOYHAs
3thheKTUBHOCTb 6a3UCHOIO KapaAMONOrnyecKoro neye-
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HUA, COXpaHAETCA TAXENbIN MPOrHo3. BoifBneHue kap-
anommonatun C paHHNM [e6l0ToM ABNAETCA NOKa3aHu-
€M /11 FeHeTUYeCcKoro 06cneaoBaHns C nocneayowmm
KOHCYNbTUpPOBaHNeEM DE6EHKa N POACTBEHHUKOB OTHO-
CUTEeNbHO BONPOCOB NNMaHNPOBAHNA CEMbW.

PAHHASA ANATHOCTUKA
ANACTEMATOMUENNN B COYETAHUN
C MHOXXECTBEHHbIMU MOPOKAMW
PA3BUTUSA Y HOBOPOXXAEHHOIO
PEBEHKA

Eropckas A.T., KpusguHa H.B., Eropckas J/1.E.,
LibiraHosa 10.A.

HayuHbiii pykosodumernb:
K.M.H., accucmesm Llymkoea A.I0.

Kactheapa rocnutanbHoW neguatpum
®rbOY BO «[puBOMKCKMIA MCCNeaoBaTENbCKII
MeOULUMHCKII yHUBepcuTeT» MinH3gpasa PO
bY3 HO «/[leTckas ropofckas KnuHuueckas 60n1bH1LA
NO1» MpUOKCKOro panoHa r. HmkHero Hosropoaa

Beegenune: guactematomuenus (M) — Taxenbin
BPOXAEHHbIN NOpoK pa3sutua (BMP) cnuHHOro mo3ra
(CM), xapakTepusylWMiAcA ero YABOEHMEM U MO3a-
WYHbIMU [IBUTATENbHbIMU, YYBCTBUTENbHbIMU, TPO(U-
UECKUMU W Ta30BbIMU HAPYLWEHUAMU B COYETAHWUM C
aHOMANMAMKU U NOPOKAMKU PA3BMTMA MO3BOHOUYHWKA,
HUXHNUX KOHEUYHOCTEN, KOXU W BHYTPEHHWUX OpPraHoB;
CBOEBPEMEHHO HE [AWATHOCTUPYETCA M3-3a Cnabou
KNMHWYECKOMN BbIPAXKEHHOCTU HA NEPBOM oSy XU3HU.

Lenb: npeacTaBuTb KNMHUYECKMIA cnyyan M B co-
YyeTaHuu C MHOXeCTBeHHbIMU BIPy HOBOPOXAEHHOTO.

Matepuanbl u metoabl: B sHBape 2020 roga B MbY3
HO «[leTckas ropofckas KnumHnyeckas 6onbHuLa NO1»
r. H.Hosropoaa ob6cnefoBaHa HOBOPOXAEHHAsA AE€BOY-
Ka C. (4 gHg).

MpoBefeHa oLEeHKA COMATUYeCcKoro, HeBponoruye-
CKOTO CTaTycoB MO CTAHAAPTHbIM METOAWUKAM, Pe3ynb-
TaTOB KAMHUKO-NAbopaToOpHbIX M UHCTPYMEHTaNbHbIX
obcnefoBaHUM:  yNbTPa3BYKOBOMO  MCCNEefOBAHNS
6prowHon nonocti (Y3 OBM), MAarHUTHO-PE3OHAHC-
Hoi Tomorpachum (MPT) 1 KOMNbIOTEPHOI TOMOrpatum
(KT) n03BOHOUHMKA.

Pe3ynbratbl: pe6eHOK OT 3 6epeMeHHOCTM Ha hoHe
peLnanBupyioLen repneTuyeckon MHGeKLmu, no-
BTOPHbIX BMPYCHbIX MHeKUMiA B 1, 2, 3 TpUMeCTpax,
recTalMOHHOr0 CaxapHoro guaberta, aHemMuu, OTEKOB,
MHOroBOAuA. PoAbl B CPOK NMyTeM 3KCTPEHHOrO Keca-
peBa ceueHus (Kocoe monoxeHwe nnoga). Bec npm
poxaeHun 3280 rpamm, pocT 52 cm, OLEHKa MO LiKane
Anrap 6/8 6annoB. CNOHTaHHOE [bIXaHUe C & MUHYTbI
XWU3HU NOCNe CaHALWKU BEPXHUX AbIXaTeNbHbIX NyTeid,
TaKTUAbHOW cTUMynauumu, gaum O 2 yepes Macky, Co
2 CyTOK enTyxa. Mpu oCMOTpe: COCTOsHUE CpeaHeln
CTeneHn TAXKECTU, WKTEPUYHOCTb KOXHbIX MOKPOBOB,
Ha KOXe CNWHbl B 0611aCTW rPygHOro oTaena cocyau-
CTOe MATHO, HAKNOH roN0Bbl BNEBO, YN/oLeHne nuua
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B 06N1aCTV HWKHeW YenioCTu CieBa, YKopoueHue ne-
BOW HOMW Ha 5 MM, runoTpodusa neson ronexHu, 6eapa,
BapycHas aedopmauus U YKOPOUeHWMe NeBOM CToMbl
Ha 1 cm, orpaHuyeHmne passeaeHus begep fo 80 rpa-
[YCOB. MbllWeYHbIi TOHYC NepemeHHbIn. Pednekcol
HOBOPOX/EHHbIX CHUXeHbl. U/l 40/muH, UCC 110/ MuH.
HelpocoHorpadus: runokcuUYecku-nemnyeckue ns-
MEHeHMa TrofoBHOro mosra. Y31 OBl BbiIABMIO spina
bifida B rpynHom otaene, nNoAKOBOOGPA3HYH MOUKY.
MPT N03BOHOYHMKA: aHOMANUKU Pa3BMTUA HOTOXOPAbI
1 cnuHHoro amspadgmsma — M Il Tuna, nkcnpoBaH-
Hbln CM, cy6aypanbHas NMKBOPHas NOAYLIKA B rpya-
HOM OTfene NO3BOHOYHMKA, AHOMANUU PA3BUTUA Ten
Mo3BOHKOB 1 spina bifida HWXHerpyaHoro oTaena no-
3BOHOUHMKA. KT NO3BOHOYHMKA: HapylleHne CermeH-
Tauuu Th7-Th12, yactuuHas cakpanu3auus L5 cnesa u
€ro YacTMuHasA KOHKpecLeHums ¢ S1.cneea, spina bifida
posterior Th7-Th12, L5-S4. Takum 06pa3om, BbICTaBMeH
3aK/MIOUNTENbHBIN AMArHO3: HEOHaTaNnbHAA KENTyXa;
MHOXecTBeHHble BMP CM, KOCTHO-MbIWLEYHON CUCTe-
Mbl U BHYTpeHHWX opraHos: AM Il Tuna, dnkcnpoBaH-
Hblh CM, aHOManuu Konuuectsa 1 AncdepeHLMpoBKH
MO3BOHKOB, YKOPOUEHWE NIeBON HMXHEW KOHEUHOCTH,
BapycHas fedopmauus neBoi CTonbl; NOAKOBOOGpPa3-
HasA nouka. KoHcepBaTUBHOE NleueHMe HeOHaTaNlbHOMW
XENTYXM C MONOXUTENbHOW AMHAMUKOW. PebeHOK B
Y[0BNETBOPUTENBHOM COCTOSIHAM BbIMUCAH AOMOM (M
KOWKO-IHe!) noa HabnioaeHne neanaTpa, HeBpPonora,
opToneaa, Heilpoxupypra, Hedyponora; Noka3aHa KoH-
CyNbTaLNe reHeTnKa.

BbiBOAbI: NpY HanUuUK gu3paduuecknx npusHaKos
Yy HOBOPOXJEHHOro NoKa3aHa OLUeHKa HeBponoruye-
CKoro cratyca, nposefeHue Y3, KT, MPT gns Bbifsne-
HMs IM 1 COueTaHHbIX C HeN CKPbITbIX MP NO3BOHOU-
HWKa 1 BHYTPEHHUX OpraHoB. PaHHAA anarHocTuka M
rMo3BOMAET Bpauam pasHbIX CrieuuanbHocTel (Henpo-
XWPYpr, HEeBPONOT, opTones, Heponor) Bbi6paTh Tak-
TUKY U CPOKU NevyeHns Sna npenoTBpalleHns passu-
TUA HEBPOMOrMYecKoro geuunTa U MHBaNMAM3aLmMu,
YXyALWaUwmxX KauecTBo XU3Hu.

CUHAPOM XXAKEHA
loctioxuna A.[., Cac A.C., lo6poHpaBsosa E.[.

HayuHbili pykoeodumenb: flapuHa /1to606b
EezeHbeeHa, K.M.H., 0oyeHm

rbY3 13M “Mopo30oBCcKas AeTCkas ropoackas
KNuHMyeckasa 6onbHuua”
®TAQY BO PHUMY um. H.1. NMnporosa

Cunapom )KakeHa, UNU BPOXAEHHOE HapyleHue
rnuko3unuposaHmusa la Tuna (CDG-1a) — HacneacTBeH-
Hoe 3aboneBaHue, obycnosneHHoe AaediekTom 6MO-
CMHTE3a MUKONPOTENHOB. B pesynbtate myTauum reHa
PMM2 Hapywaetca npouecc N-rmuko3unuposaHus,
UTO NPUBOAWT K HEAOCTATOYHOCTU WUAW JUCHYHKLNM
60NbLWOro YNCNA MMUKONPOTEMHOB, TaKUX KaK TUPOK-
CMHCBA3bIBAOWMN MO6YNWH, ranTornobuH, akTopbl
CBEPTbIBAHUSA, QHTUTPOMOUH, XONUH3CTEPA3a, NN30C0-
MHble pepMeHTbl U MeMBpPAHHbIe MMUKOMPOTeNHbI. Ha-



cneayeTcs No ayTOCOMHO-PELLECCMBHOMY TUNY, TOUHas
yacToTa HensBecTHa. Bce 3a6oneBaHus U3 3TON rpyn-
Mbl — MYNbTUCUCTEMHbIE C BOBAEUEHWEM B NATONOMU-
YeCKWM NpoLecc NevyeHu, Noyek, KOCTHOW, IHLOKPUH-
HOW M KPOBETBOPHOI CUCTEeMbI, a3 W nepukapaa. Y
MHOTUX NALWNEHTOB B KNUHWUYECKOW KAPTUHE AOMUHU-
pyeT NopaxeHne HepBHOW cuctembl. Cpean HeBpono-
TMYECKNX HapYWeEeHWN BeaylWUMU CUMNTOMAMU MOTYT
6bITb 3afePXKKa MCUXOMOTOPHOrO Pa3BMTUSA, Mbllley-
Has cnabocTb M FMNOTOHUS, CYXOXWUNbHas apednek-
cus, KOCornasue, MUIrMEHTHAs JereHepaums CeTyaTku,
CYLOPOTY N MHCYNLTONOAOGHbIE 3NN30/bl. Y HEKOTOPbIX
6OMbHLIX HabNIoAAETCA BPOXKAEHHbIN TUNEPUHCYNU-
HU3M C TUNEePUHCYNNHEMUYECKUMI TUMNOMTMKEMUAMM
B rpyaHOM BO3pacTe. 3aboneBaHMe TaKxe CONPOBO-
KAAETCA Pa3NNUYHbIMK ANCMOPHNYECKUMN OCOBEHHO-
CTAMU, TAKUMU KaK YenoCTHO-NNLIEBON ANCMOPU3M,
BTAHYTbIE COCKM M MOJKOXHO-XMPOBbIE NOAYIIEYKN Ha
aroguuax. B kauecTBe 6UOXNMUYECKOTO MApKepa rpyn-
Mbl CHAPOMOB CDG MCNONb3yloT NNLIEHHbIN YINeBo-
[OB aHOMaNbHbIN TPAHC(eppuH, a ANs AanbHenWero
YTOUHEHWUS! AWArHo3a WCMoMb3ylT MOMeKynspHo-re-
HeTuyeckuin metof. MetonoB 3ddekTMBHON Tepanum
CUHAPOMA YKakeHa He pa3paboTaHo.

B Mopo3osckon AFKb Habniopaetca aeBouka M.,
1 rog 1 Mmecsl. Pe6eHOK OT BTOPOW 6GepeMeHHOCTH,
npoTeKaBWen Ha hOHe XPOHMUYECKOr0 ayTOMMMYHHO-
ro TUPEOMAMTA W runoTupeosa y marepu (nonyuaer
FOPMOH-3aMeCTUTENbHYI0 Tepanuio L-TUPOKCUHOM), 2
CPOYHbIX CAMOCTOATENbHbIX POLOB. BeC npu poxaeHun
3390 r, anuHa Tena 59 cm, Anrap 8/9 6annos. B Bo3pac-
Te 19 CyTOK XU3HM NOCTYNUNA B OTAENIEHNEe HEOHATONO-
N B COCTOSHUN CPEAHEN TXKECTU, C MPU3HAKAMM Abl-
XaTeNbHON He0CTAaTOUHOCTHN | CTENEHU U YMEePEHHbIMU
ABNEHUAMMN MHPEKLMOHHOTO TOKCMKO3a. poBoaMnach
MPOTUBOBMPYCHAA Tepanus C NOMOXMTENbHbIM 3thek-
ToM. Ha NpoTs)XeHNM BCeN roCcnmTaniu3aLnm otMeyancs
CHWXEHHbIA anneTuT, HEAOCTaTOYHas NpubaBKa B Mac-
Ce Tena, KOTOpble HOPManu30BaNKCb NOCse KOppeKLUun
pexuma 1 06bema KOpMIEHNN.

B Bo3pacTe 5 MecsiLeB HaxOAWNacb HA NEYEHNMU B
MArKB ¢ guarHosom: OcTpas pecnupaTopHas BUpYC-
HasA MHeKuus, ocTpblii hapuHriT. ATO3HBIN CTOMA-
TIT. KOHTAKTHbIN NepuaHanbHbli aepMatuT. Mo pesynb-
Tatam Y3/ BbisBNeHa renatomeranus ¢ U3MeHeHUsMN
MapeHXMMbl MeYeHu, YBENUYeHne NNHENHbIX pa3me-
pOB Moyek ¢ ANMGY3HbIM U3MEHEHNEM WX MAPEHXU-
Mbl. B 6MOXMMUYECKOM aHaNN3e KPOBM — NOBbILIEHNE
KOK, AT, TpaHcammnHas, ocobenHo ACT (go 6760 Ea/n),
CHUKEHMe IMIo0KO3bl 40 3,1 MMOMb/N 1 NOBbILWEHNE Nak-
TaTa 4o 4,9 Mmonb/ 1.

PebeHOK KOHCYNbTUPOBAH FEHETUKOM, B pe3ynbrate
Uero WCKMIYEeHbl TakMe AUarHo3bl Kak HefocTaTou-
HOCTb anba-1-aHTUTPUNCMHA, NN30COMHbIE BONE3HM
HAKOMMEHUs, IMUKOreHO3bl, aMUHOALMAONATIN, MUTO-
XOHAPUANbHbIE renaTtonaTun, OAHAKO BbISIBNEH aHO-
ManbHbI CNEKTP TPAHCHEPPUHOB, XapaKTepHbln Ans
HapyweHus ruko3unuposakusa | Tuna. Mo pesynbra-
TaM CekBeHMpoBaHuA redHa MPI matoreHHbIX BapuaH-

TOB He 06HAPYXEHO, HapyleHWe FMUKO3NINPOBAHNS
Ib TMNa ucknYeHo.

[leBouka HaxoguTcs noj HabnoAeHMem HeBPONO-
ra, oTanbmMosnora, racTpo3IHTEPONOra W 3HAOKPUHO-
nora. Mo gaHHbIM 33T yb6eauTenbHbIX AaHHbIX 3a Ha-
nnuue 3NMNenTUOPMHON aKTUBHOCTW HE MOMYYEHO,
3NUNenTUYeckme NPUCTynbl He 3aperucTpuposansbl. C
OKTA6ps 2019 roga yCTaHOBNEH LMAarHO3 rMnoTUpeo3
(TTT 15,1 mkMe/mn, T4 cBO6OAHDIN 8,74 MKMe/Mn), NHK-
LUMMpoBaHa 3ameTuTenibHasa Tepanua L-TUPOKCMHOM
18,75 Mr/cyT ¢ nonoxuTenbHbiM 3ddekTom. OcmoTpe-
Ha 0(hTaNbMONOrom, AnarHos: OU yactuuHas arpodus
3pUTENIbHOIO HepBa, CXOAALLEeCcs COApPYXeCTBeHHoe
Kocornasue, runonniasusd Makynbl U JUcCKa 3puTenbHo-
ro HepBa; Muonus cnabou cteneHu. B Hosbpe 2019 rofa
Haxogunacb Ha o6cnegoBanmmn B ANKG um. H.O. ®una-
TOBa.

021219 nonyyeHbl pe3ynbTaTbl CEKBEHUPOBAHUA
reHa PMM2, BbisiBNeHbl 2 NaTOreHHbIX BapuaHTa B rete-
PO3UFOTHOM COCTOSHUM. PebeHKy NOCTaBfieH AMArHo3
«HapyuweHue ruko3nnmposaHusa la Tunay.

B KOHTPONbHOM BNOXMMUYECKOM aHANNU3e KPOBU OT
0412.2019 BbifiBNEHO HapacTaHue TpaHcamuHasz (ACT
892,3 Ea/n, ANT 721,4 En/n), pe6eHOK 3KCTPEHHO ro-
cnutanusnposad B MAMKE ¢ uenbto o6cnefoBaHus u
Koppekuuu Tepanuu. Mpu ocmoTpe AnuHa tena 94 cm,
BecC 7400r, BbIIBNEHbl MHOXECTBEHHbIe CTUTMbl N33M-
6puoreHesa (MUKpOrHaTus, HU3KNIA POCT BOMOC, BbICO-
koe He60, 3anaBlas MepeHoCMua, KANHOAAKTUAUS),
MbILWEUHbIA TOHYC AUQEY3HO CHIKEH, CYXOXMWMbHble
pednekcbl Ha pyKax W HOrax CHWXeHbl, onpeaensercs
natonorunyecknin pedpnekc babMHCKOro ¢ ABYX CTOPOH.
HepBHO-NCcMxnUeckoe passutue 3amedneHo, AepXuT
rofioBy, NepeBopPAYNBAETCA CO CMIUHbI HA XUBOT, He CU-
AuT. MNeyeHb BbICTYNAEeT Ha 2 CM M3-nof Kpas pebep-
HOW fyru. Mo AaHHbIM NA6OPATOPHbIX MCCNeR0BaHUN
HabMAANUCh NOBbIWEHHbIE YPOBHU LLENOYHOM (hoC-
thatasbl [0 473 Ea/n (N = 124-341 En/n), ANT go 499,60
Ea/n (N = 13-45 Eg/n), ACT go 530,50 Eg/n (N = 15-60
En/n), runornukemus Ao 2,75 MMOnb/ N, rUnoKoaryns-
LmMs 6€3 remopparMyeckoro CMHAPOMa, r’MnonpoTenHe-
mus. o AaHHbIM MHCTPYMEHTAbHbIX METOLOB 06Cne-
A0BAHWUSA, B YaCHOCTU, Y3/ 0praHoOB GPIOLLHON NONOCTK,
MOYeK W 3a6PHLINHHOTO MPOCTPAHCTBA: JIMHENHbIE
pa3mepbl NeyeHn yBenuyeHbl, napeHxuma andadysHo
U3MeHEeHa, onpenensercs KWMCTO3HOe 06pa3oBaHue
HenpaBUIbHON OPMbl 5x4x4,3 MM Ha rpanuue Il u IV
CErMeHTa; YBeNMYEHNE NTMHENHbIX PAa3MEPOB CENe3eH-
KW; yBeNWYeHWe NUHelHbIX pa3mepoB 06enx nouek,
napeHxuma Aud@y3HO U3MEHEHA, CHUXEeHa KOpTU-
Ko-megynnsapHas auddeperunposka, npu UAK kpo-
BOTOK OOEAHEH, He MPOCNEXNBAETCA [0 KANCyMbl, UH-
[IeKC PEe3NCTEHTHOCTH cocynoB yBenndeH. CKO 113 mn/
MUH/1,73 M2 IHWLMNPOBAHA Tepanus BIUKACONOM 4Mr/
CyT, 3Hananpunom 0,625 Mr/cyT C NONOXUTENbHbIM 3()-
theKToM. YpoBeHb WenoyHoii dhocdatasbl CHU3MACA [0
366 En/n, ANT — 0o 179,80 Ex/n, ACT — no 188,30 Ea/n,
O[lHAKO COXpaHAnocb yanuHeHHoe AYTB, runornuke-
mua (1o 2,01 mmonb/n), runonpotenHemus. Mmnepux-
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CYNMHM3M UCKNIOUEH (MMMYHOPEAKTUBHbIA UHCYNUH 41
nmonb/n npu N = 13-161 nmonb/n, Nnpo6a ¢ ronoAaHu-
eM OTpuLATeNbHasA). 3aKNOUMTENbHbIA AUarHo3: Ha-
pyweHue rMMKO3MnMpoBaHusa la tun, obycnosBneHHoe
myTauusmu B reHe PMM2, nHdantunbHas gopma. Oc-
NOXHEHUs OCHOBHOIO AnarHo3a: CHAPOM MblLIEYHO
ANCTOHUMU, 3aAepXKa NcuxomoTopHoro passutus. OU
4acTUYHan aTpodns 3puUTeNbHOTO HEPBa, CXoAsLLeecs
COMIPY)XeCTBEHHOe Kocornasue, runonnasna makynbl,
ANCKa 3puTenbHoro Hepsa. OU mwuonusa cnaboi cre-
neHu. rNopaxeHne neyeHu, CMHAPOM LMTONU3a, BTO-
puuHas Koarynonarus. XpoHuyeckas 60ne3Hb Nouek,
1 ctagms. Cy6KAMHMYECKUA TMNoTnpeo3. TpaH3uTopHas
TUNOrNnKeMus.

BbinucaHna 141219 ¢ ynyyweHunem. Tepanuio BUKa-
COMOM, 3HANANPUIOM PEKOMEHLO0BAHO MPOJO/MKUTL B
Tex e Ao3uposkax. Heobxogumo cobnoaatb fuety ¢
AHEBHbIMU MHTEpBanamum He 6onee 4-4,5 4acos., C HOY-
HbIM nepepbiBOM He 6onee 6 yacos. 10 xenaHuto ce-
MbW, poguTenam BO3MOXHO nposefeHune IHK-guarvo-
CTUKM, TAK KaK PUCK NOBTOPHOIO POXAeHUs pebeHka ¢
AHANOTrMUYHOMN NaTONOr el COCTaBNAET 25% AN KaXaou
nocnenyrouen 6epeMeHHoCTH.

NOPA)XXEHUE KOCTHO CUCTEMbI
B AEBIOTE BPO)KAi-fHHOFO CUNOWINCA.
TPYAHOCTN ANATHOCTUKN.
Waxrunbaax N1.4., CmupHoBa /1.A.

HayuHbii pykosodumenb:
LWaxaunbosH C.B. epau-Heaponoz UKb N°1

NHdeKUMOHHAa kKnuHUYeckas 6onbHuua NO1
®OrAQY BO PHUMY um. H.N. Muporosa
MwnH3apaBa Poccum

Hanbonee xapakTepHbIMU MPU3HAKAMKU BPOXAEH-
HOro cudmnnca SIBNAKOTCA NOPAXEHNUSA KOXW W CNN3U-
CTbIX 060M10Y€eK, KOTOpble OGHAPYXMBAKTCA YXEe Npu
POXAEHUN WNWN MOABAAIOTCA B NepBble AHW XW3HU.
OJHaKo TeHeHUMEN NOCNeHUX NET ABNAETCS TeUueHne
paHHero BPOXAEHHOTO cudunuca 6e3 XapakTepHbIX
NPOSABNEHMNI CO CTOPOHBI KOXN C MPENMYLLECTBEHHbIM
BOB/IEUEHNEM OMOPHO-ABUIaTeNbHOro annapara, uto
BEAET K TPYAHOCTAM B CBOEBPEMEHHOW MOCTAaHOBKE
AMnarHosa.

MauueHT M., 2 mecqAueB, NOCTyNun B OTAeNeHue ¢
HanpaenAoLWMM ANArHO30M “OCTpPbIA BANbIA BEPXHUN
napanapes”. Pe6eHok OT |l 6epeMeHHOCTH, NPOTeKaB-
wen usmonornyecku, Il CpoUHbIX PofoB. B xeHckon
KOHCYNbTaLMKM MaTb He Habntoganacb. Macca Tena npu
poxaeHun 3000 r, gnuHa 51 cMm. C poxaeHus Ha rpya-
HOM BCKapMNnMBaHuU. B poanome BbiNOMHEHA BaKLu-
Hauma npoTtus renatuta B, bLK. BoinucaH Ha 3 CyTKu B
yAOBNETBOPUTENBHOM COCTOAHUUW. B BO3pacTe 1 mecs-
L1a OTMEeYanuncb NOKaNbHbIE TMNEPeMMUs 1 OTEK MPABOro
npeanneybs, orpaHUYeHne ABWKEHNI B NPABOMN pYKe.
MpeanonoxeH nepenom. Ha peHTreHorpadun KocTeil
npeanneybss U3MEHEHWW He BbisiBNeHO. CUMNTOMbI
pacueHeHbl Kak annepruyeckas peakuus, HazHaueHa
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AeceHcMbunusmpyowas Tepanusi, Ha QoHe KOTOpOIl
BbIiBNIEHA HE3HAUNTENbHAs MONOXUTENbHASA AMHAMM-
Ka B BWAE HAapacTaHWA 06beMa aKTUBHbIX ABWXEHWIA.
B BO3pacTe 2 MecsLeB NpN COXPAHSIOLEMCS OFpaHu-
UEHUM ABWXKEHWIA B MPaBOW PyKe MPUCOEAUHUNOCH
OrpaHNueHne ABWXEHN B NeBOW. HeBPOMOromM AaHo
HanpaBneHne Ha rOCMUTANU3ALMI0 AN UCKIIOYEHUS
BAMIOr0 Napesa.

Mpn nocTynneHnn coctosHne pebeHKa cpefHel Ta-
XeCcTu. NIuxopagku, MHTOKCMKALMM He 6bino. Mpu oc-
MOTpE BbiSIBMIeHbl OFPaHNUEeHNe ABWKEHWNIA, CHUKEHNE
MbILIEYHOrO TOHYCA B 06enx pyKax Nnpu COXPaHHbIX Cy-
XOXMbHbIX 1 NEPUOCTANbHbIX pedhnekcax. MaccmsHble
OBWKEHUS B BEPXHMX KOHEUHOCTAX 6one3HeHHbl. [ins
NCKNIOYEHNSA HEBPUTMUYECKOTO MOPAXEHUSA NPOBELEHA
JHMI — natonoruun He BbiiBeHO. pyu peHTreHorpa-
(hnu WenHOro oTaena NO3BOHOUYHMKA B ABYX NPOEKLM-
X N YNbTPa3BYKOBOM WCCNEA0BAHMM CTMHHOMO MO3ra
WenHoro oTaena NaTonornm Takxe He BbiBNEHO. [n-
arHo3 OCTPOro BAMOro napannya 6bin CHAT. B comatu-
yeckom CTaTyce obpallana Ha ce6s BHUMaHue rena-
TocnneHomeranusa (neueHb +6 CM, CeneseHka +5 cm).
B o6liem aHann3e KpoBM reMorno6uH 73 r/n, aputpo-
UWUTbI 3,0 MAIH/MKA, TPOMBOLUTDI 237 ThbiC./ MKN, NeiiKo-
uuTbl 10,7 ThiC./MKR, /8 - 3%, ¢/ - 27%, NUMBOLNTDI
35%, MOHOUWNTBI 13%, aTUNUUHbIE MOHOHYKNeapbl 20%,
C0O3 no BecTeprpeHy 45 mm/u. B 6MOXMMUYECKOM aHa-
nu3e kposu CPb 96 mr/n, ACT 312 Eg/n, ANT 244 En/n.
Mokasatenu o61ero aHann3a mouu B HOpMe.

Ha peHTreHorpamme KocTeil npeannieunin — usme-
HEHUA CTPYKTYPbI INNDU30B 06€MX KOCTel, XapaKTep-
HOe ANA CM(UAUTUYECKOTO OCTeoxoHApuTa. Mpu oc-
MOTpPEe OKYNUCTa BbISBNEHO CHIDKEHUe hoTopeakLum,
3pauok Apranna-Po6epTcoHa. MpoBefeHo o6cneno-
BaHWe MaTepu U pebeHKa Ha CUUANC: NONOXUTENDb-
Hble peakuuu mukponpeunnutauum, PMra, PUBT, PUOD,
aHTWTena knacca IgM y matepu n pebeHka. Y pebeH-
Ka ANarHOCTMPOBAH PAHHUN BPOXAEHHDBIA cudunnc ¢
BOBJ/IEUEHNEM KOCTEN, NeveHu, cene3eHku. HasHaueHa
NPOTUBOMUKPOBHAsA Tepanus neHuuunauHom 100000
ME 6 pa3 B ieHb B TeUeHue 2 Hefiefb, C NONOXUTENbHON
JVHAMUKOW B BUAE NCUE3HOBEHUSA 6ONEBOro CUHAPO-
Ma, yBeNnuueHmns 06bEMa aKTUBHbIX IBUKEHUN B PYKaX.

Pe6&HOK no Tpe60oBaHWUIO poauTenel BbIMUCAH nop
ambynaTopHoe HabngeHne NO MeCTY XUTeNbCTBa.

Moa MackoW BANOro mapaniua MOXET CKPblBaTbCA
Macca PasfNYHbIX NATONOrMUYECKUX COCTOSIHWWA, Ha-
UMHas OT OMNyxonel, HapylWeHUN KPOBOOOGPaLLEeHUs,
3aKaHUMBas MHMEKLMOHHBIMU NOPAXEHMAMU Pa3NNY-
HOM 3TMonorun. Pegkon natonornen ABnseTca cnewu-
thnueckoe cuuAUTUUECKOE NOPaXKeHWe KOCTeil, uTo
BbI3bIBAET 60MblUNE TPYAHOCTW B AMArHOCTMKe. [laH-
HblA NPUMEpP AEMOHCTPUPYET CNOXHOCTU MOCTAHOBKM
AMArHo3a paHHEero BPOXAEHHOro cucmnmuca npu oTcyT-
CTBMM COOTBETCTBYIOLLIErO aHaMHe3a y mMaTepu W noj-
UepKNBaeT BAXXHOCTb 06CnefoBaHus 6GepeMeHHbIX Ha
JaHHY0 MHEKLMIO.



HACﬂEACTBEHHbII?'I AEONLUNT
OAKTOPA CBEPTbIBAHUA -
rMno®ubPUHONEHEMUSA
lfonosko E.A.

HayuyHbili pykogodumenb:
NapuHa /lo60oe6b Ee2eHbesHa, K.M.H., 00yeHm
Kaghedpbi nponedeemuku demckux 6onesHell

®OrAQY BO PHUMY nm. H.W. Muporosa
MwuH3apaBa Poccum

rmnonbpuHOreHeMns — Hacne[CcTBEHHAs  Koary-
NonaTus C ayTOCOMHO-PeLeCcCUBHBIM TUMOM Hacnefo-
BaHMUs, XapaKTepu3yloWascs HU3KAM COAEpXaHuem
(hnbpuHoreHa B KpOBW. B OCHOBE MaTonornu — myTa-
UMS reHa, KOANPYIOWero CMHTe3 NenTuaHON YacTn Mo-
neKynbl.

rmnoubpuHoreHemun n acdmbpuHoreHemun (non-
HOE OTCYTCTBME (PUOBPUHOreHa) 6bIBAIOT BPOXKAEHHbIMU
1 npnobpeTeHHbIMK. HacneacTBeHHble hOPMbl BO3HM-
KaloT OYEHb PEAKO M UX 0COOEHHOCTbIO ABNAETCA Cy6-
KNMHUYeCKoe TeueHue 3a6oneBanns. Y 60Mblien 4acty
NaLNeHToB UMEEeTCA reMopparnyecknin KOMNOHeHT (3K-
XMMO3bl, NETEXWUMN, CMOHTAHHbIE KPOBOTEUeHMs, obpa-
30BaHWsA remMaTom npu maneiwen Tpasme). Y HeKoTo-
PbIX MALMEHTOB TEUEHUNE MOXET 6bITb HECCUMNTOMHDBIM,
MO3TOMY JaHHAA NATONOrMA B OTCYTCTBUE ANATHOCTUKM
1 NPUHATUA OOTBETCTBYIOLMX MEP MOXET MPUBECTU K
TAXKENbIM KPOBOTEUEHNAM W NETANIBHOMY UCX0ay.

C 05.02.2020r. no 11.02.2020r. B MOpO30BCKYI0 AeT-
CKYI0 TOPOACKYH KNMHNYECKY0 60nbHULY 6bl rocnu-
TanU3MpPOBaH ManbumK, 5 net, Ans NNAHOBOro obcne-
[JOBAHMA B CBA3M C U3MEHEHUAMM B Koarynorpamme
nepen onepaTMBHbIM NeyeHrem No NoBoAYy afeHoua-
HbIX BereTauum.

N3 aHamHe3a: paHee He 6bIN0 HUKAKMX onepauun,
TPaBM M KPOBOTEUEHUMN.

Mpu c6ope aHamHe3a 06HAPYXKEHO, UTO Y BAbYLWIKN
nauyneHTa — runoubpuHoreHemuns,, Kotopas He Co-
MpoBOXJanacb KPOBOTEUEHUSAMMU B TEUEHUE XKMU3HMU.
Mpn nocTynneHuu: obliee COCTOAHUE CPEAHEN Taxe-
CTW, CO3HaHMe ficHoe. St. loc.: yBennyeHme MUHAANMNH
Il cTeneHw.

Co CTOpOHbI OCTanbHbIX OPraHOB W CUCTEM MATO/NO-
FMN He BbiBNEHO.

B koarynorpamme 6bina o6HapyxeHa runogu-
GpuHoreHeHmus: ubpuHoreH no Knaycy - 0,3r/n.
MauneHT 6bIn BbiNUCaH Aomon 11.02.2020r. ¢ peko-
MEHAAUMAMK HabALEeHUs negmuaTpa U remartonora
remoCcTaTMUeCcKon Tepanun KpMonpeumnuTaTom nepeq
ONnepaTUBHbIM BMELLATENbCTBOM U NPU KPOBOTEUEHUN.

TMNoUEPMHOTEHEMUS HE UMEET YETKO OuepueH-
HOW KMMHWYECKOW KApTUHbI, MOTOMY UTO CMOHTaHHbIE
KPOBOTEUEHMSI BO3HNKAIOT He uacTo. Mo3Tomy uccnepo-
BaHWe Koarynorpammbl nepeg onepauuen okasanoch
BAXHbIM. PaHHAS ANArHOCTIKA JAHHOW NATONOMMN He-
06X0AMMA N5 NPefoTBPaALLEHUS OCOXHEHUS onepa-
TUBHOIO BMeLLaTeNbCTBA.

CUHAPOM MLEHKO-KYLUNHIA
Mapbuna O.1.

HayuHbiii pykosodumenb: doueHm Kagheopbl
mepanuu neduampuyeckoz20 hakynbmema, K.M.H.
JlonamHukoea E.H.

OrbOY BO ApocnaBckum rocyaapCTBEHHbIN
MeIULMHCKMIA yHUBepCuUTeT MinH3apaea Poccuu

BeefeHue: CuHapom MueHKo-KylmnHra — Komnnekc
KIMHUYECKUX CUMMTOMOB, BO3HUKAIOWMX BCNeACTBUE
U36bITKa MMIOKOKOPTUKOMAOB. M0 AaHHbIM aMepUKaH-
CKUX uccnegoBatenen, CMHAPOM KylinHra, valle BCero
BbI3bIBAETCA 3K30MeHHbIM MOCTYNNEHNEM [IIOKOKOPTK-
KOWAOB. JHAOreHHasa MpUYMHa BCTPEYAeTCAa Pefko u
B 90% cnyuyaes pa3BuBaetca B 25-40 net. ExxerogHas
3a60neBaemMoCTb 3HAOTEHHbIM CUHAPOMOM  KywuH-
ra cocrasnset 13 cnyyaes Ha 1000 000 yenosek. U3
JToro yucna: 70% cnyyaes Bbi3BaHbl AKTI-npoayuu-
pyloLieli onyxonblo runogusa (KOPTMKOTPONMHOMA,
BonesHb NueHko-Kywnura); 15% cnyyaes — AKTT npo-
OYLMPYIOLWE oNyXonbio MHOW nokanu3auuu 15% cny-
uaeB — ONyXOMbl HafNOueuHUka. 3abonesaemocCTb
cpenu aeten coctaBnsiet 0,2 cnyyas Ha 1000 000 ve-
NoBeK B roa.

OnucaHne KnuHU4eckoro cnyuas: lMauneHTka M.
14 neT nocTynuna B 3HAOKPUHONOTMYECKOE OTAENeHne
06nacTHOW AETCKOM KAWHWUECKOW 6ONbHMLbI T. Apoc-
naBns C xanobamu Ha yBENUYEHUE BEC], 3aAEPXKKY PO-
CTa M NONOBOI0 Pa3BUTKSA, YUaCTble FONOBHbIE 60N, NO-
BbllLEHHOE apTepuanbHOe AaBneHne, nepmognyeckue
6011 B 06N1aCTW CMUHBI.

Anamnesis morbi: C paHHero Bo3pacta 0TMeuaeTcs
rMNepTPMX03 KOHEUHOCTEN, CMIUHBI.

BnepBble 06cnefoBaHa 3HAOKPUHONOIOM MO MeCTy
XUTENbCTBA B BO3pacTe 12 NeT B CBA3M C BbIPAKEHHbIM
rMNepTpUxo30M; Ha MOMEHT OCMOTpPa 3HAOKPUHHOU
natonornm He BbisiBneHo. C 12 neT y pebeHka oTme-
YaeTCs OTCTaBaHWe B POCTe, MOSBNEHUE BbIPAKEHHbIX
roNOBHbIX 6OMeN, MPOrpeccMBHbIN HABOP MACChI Tena,
MoBbIlLEHWE apTepuanbHoro fasneHus. O6cnefosa-
Ha HEBPONOroM B YCNOBUSAX CTaLMOHAPA, YCTAHOBMEH
ANarHo3: Beretococyauctas AUCTOHUS, MATPEHENO[06-
Hblii CMHAPOM MO TMNEPTOHWYECKOMY TWUMy, NOMyYana
CMMNTOMATUYECKYH TEPANMIo.

B mapte 2019 rofa — KOMNPECCUOHHbIN Mepesiom
no3BoHOYHMKaA (Ths4, Th7), BO3HMKWWIA NpK NageHnn ¢
BbICOTbl COBCTBEHHOrO pocTa. B utone 2019 obcneno-
BaHa B 3HAOKPUHOMOTNYECKOM OTAENEeHUU No Mecty
XUTENbCTBa. B ropmoHanbHOM npodune 0TMeYanochb
MnoBbllEHNe YPOBHA KopTu3ona (723 HMonb/n), Hapy-
LWeHMsa puTMa cekpeummn Koptusona (koptuson 20,00-
747,3 HMONb/ n), No pe3ynbTatam NITT BbISIBNEHO HApy-
LeHne TonepaHTHoCTH K rioko3e (5,9-10,6-12,2-9,6), no
AaHHbIM O(hTaNbMOMNOrMYECKOr0 OCMOTPA BbISIBMIEHA
aHrmonartua no runeptToHMYecKoMy Tuny, YCTaHOBNEH
avarHo3: bonesub NueHko-KywuHra (?), crepougHbiil
AuabeTt, cuMNTOMAaTMYeCKan apTepmanbHas runepTen-
314; cneumdmueckoro neyeHus He nonyyana. Mo npeg-
CTaB/IEHHbIM BbIMUCKAM MO MECTY XUTeNbCTBA YPOBEHb
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AKTT He uccnegosaH, MPT ronoBHOro mo3ra He npoBo-
ANNOCh.

B Hos6pe 2019 roga, npw 06CNeaoBaHMKU POCT CO-
ctasnan 140 cm (SDS -3.35), oTmMeuanocb nepepac-
npegeneHue MOAKOXHO-KMPOBON KNeTYaTKn no ab-
AOMUHANBHOMY TUNY, KNUMAKTepuUueckun ropoéuk,
BbIPAXXEHHbIl MaTPOHU3M, 3aflepXKKa MONMOBOr0 pas-
BUTUA, YMepeHHasd apTepuanbHas runepreHsus. [lo
[OAHHbIM PEHTIeHAEHCUTOMETPUN BbISIBNEHO 3HAuu-
TenbHOe CHIKEHNe KOCTHON NNoTHOCTU (Z-score - 4.8),
OTMeuanacb 3afepKa KOCTHOro Bo3pacta (KOCTHbIN
BO3pacT coctasnan 11,5 net npum nacnopTHOM BO3pac-
Te 14 neT). Mo AaHHbIM MCKT opraHoB 6pIOLIHON MO-
NOCTU BbIABNEHO O00bEMHOE 06pa30BaHME JIEBOrO
HaanoyeuHnka (KNMHUYECKU KOpTUKOCTepoma). Ha
OCHOBaHMU BbIPaXEHHON 33[IePXKN POCTa, KNMHUYE-
CKOW KapTWUHbl FMMNEPKOPTU30/M3Ma, JaHHbIX FOpMo-
HaNbHOro npoduna (NoBblileHNe YPOBHA KOPTU30Ma
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B yTpeHHee (699 HMonb/n) n BeuepHee (515 HMONb/N)
BpeMs, CHIDKeHMe ypoBHa AKTT (1 nr/mn), naHHbIx Y3U,
MCKT HagnoueuHukos (ageHoMa NeBOro HaANoOUYeUHU-
Ka) YCTAaHOB/EH ANArHo3 CUHAPOM WueHKo-KylnHra u
peKoMeH0BaHO NpoBeAeHNe ONepaTuBHOro NeveHus.

B pekabpe 2019 npoBefeHa NeBOCTOPOHHSAA nana-
pockonuueckas agpeHan3KTomus. [UCTONOrMYecKu
Onyxofb COOTBETCTBOBANA afileHOME C BbICOKOW (hyHK-
LIMOHANbHOW AKTMBHOCTbID. B mocneonepaLnOHHOM
nepuoge nonyyana tepanuto npenapartamu roKOKop-
TUKOWOB C MOCTOAHHbIM CHUXEHKEM [03bl.

3aknioueHne: BCNeACTBME 6ONMbIIOA Pa3HOHAMpPaB-
NIEHHOI FPyNMbl CUMNTOMOB 1 PEAKOCTU BCTPeYaemo-
CTU JAaHHOW NaTONOTrUN Y 1eTeN, BO3HMKAIOT TPYAHOCTM
B ANArHOCTMKE U NMOCTAHOBKE NPaBUMbHOTO AUATHO3a,
uTO B/IEUET 3a CO6O0M YXY/LIEHNE COCTOAHNA NALNEHT],
Pa3BUTNA OCNOXHEHNIA U YMEHbLIEHWE LIAHCOB Ha Bbl-
300pOBNEHNE.
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