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Te3ucbl yyactTHUMKOB X BcepoccumncKoun
Hay4YHO-NMPaKTU4YEeCKOU CTYleHYEeCKOH
KoHbepeHUuUn <Ma3ypuHCKHUE YTEHUSRA.

Yactb 1

OT pepakuuu: 26 Hos6pa B PHUMY um. H.WU. NMuporosa npowna exerogHasa X Bcepoccnnckaa Hay4yHO-NpakTu4ecKas
CTyAeH4YecKas KOHbepeHUMs NaMaTK 3aBeaytowero Kabeapon NnponeaeBTUKM AETCKMX 601e3HeEN NeamaTpruyeckoro darynb-
TeTa AHapesa BnagummnpoBurya MasypuHa — «Ma3ypuHCKUE HYTEHUS».

KnuHunyeckuu cnyyam segeHUsa Nno3gHero HeOHOLWEeHHOoro

HOBOPOXAEHHOIro B yCJIOBUAX BTOPOIo 3Tana BbiIXaxKUuBaHUA
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AKTyanbHOCTb. B nocnegHee BpemMs Kak B OTEYECTBEH-
HOW, TaK U B MMPOBOM HEOHATONOMMKN 0co60e MECTO 3aHu-
MaeT udyyeHune npobaem 3a601eBAEMOCTU U BbiXarKUBaHUS
No34HUX HEeJOHOLLEHHbIX AeTen. B 3apybexkHon nutepartype
WX TaKXXe BKIOYaloT B rpynny 6/IM3KMX K JOHOWEHHbIM. OHK
poXKaalTes npu cpoke 6epeMeHHocTM oT 34 go 37 Heq
(36 Hea 23 4, 59 MuKH, 59 ¢), UMEIOT CpaBHUTENLHO Pa3BU-
Tyt0 cypdaKTaHTHYIO cUCTEMY, PSA NMCUMXOHEBPOIOTUYECKUX,
MOPPOPYHKLMOHANbHbIX OCOGEHHOCTEN; 6Gonee 3penble
No CpPaBHEHMWIO C MYGOKO HEAOHOLWEHHbIMW, OAHAKO OTAK-
4aloTca OT 3[10POBbIX AOHOLLEHHbIX AeTeN. PecnupaTopHbiv
AWCTPECC-CMHAPOM Yy MNO3AHUX HEAOHOLWEHHbIX HOBO-
poxaeHHbix (PACH) pasBuBaeTcs npu KOJMYECTBEHHbLIM
neduumnte cypdakrtaHTa U Yale y OeTen OoT martepeun, He
NOMIYYMBLUMX aHTeHaTaNbHyl0 MPOGUNAKTUKY CTeponaamu.
Mpeapacnonaraolmmm GakTopamm poXKAEHU HEAOHOLLEH-
HbIX A€TEN ABNAOTCA BHYTPUYTPOOHbIE MHPEKLNN, YCyryons-
folMEe TMMOKCHUYECKME N3MEHEHMS B MO3IFOBOM BELLECTBE.
Bcnencterve nepuHaTtanbHbIX MOPaXKEHUM LIEHTPanbHOM
HepBHoM cucTteMbl (LLHC) pa3BunBatoTcs OTKIIOHEHUS, NPUBO-
AsIlLMe K pa3BUTHIO NCUXMYECKU U GUBNYECKM HEMOHOLEH-
Horo pebeHKa. [pyaHOe MOJIOKO M paHHee Havyano rpyaHoro
BCKapM/IMBaHUS YMEHbLUAIOT BO3MOXHOCTb Pa3BUTUS Hap-
KOTU3UPYIOLLEro 3HTEPOKONUTa. PeTanbHble KOMMYHUKaLMK
y TaKUX AEeTeN OCTaloTCH OTKPbITbIMKM B TeyeHue 1-ro roga
XU3HU. Pa3BuTME MHODEKUMOHHOro npouecca, npuBoas-
wee K PyHKLMOHaNbHbIM U METABONMYECKUM HaPYLLEHWUAM,
MOTYT Bbl3BaTb HapyleHUs GYyHKLUK cepaeyHo-CoCyanucTomn
CUCTEMDI.

KnuHuyeckun cnyvan. [eBoyka K., 3-U CyT KW3HMW,
noctynuna B oTAeNeHne 2-ro atana BblXaXKUBaHUS B TsKe-
JIOM COCTOSIHUM C KIIMHWKOM [blXaTeflbHbIX PacCTPOWCTB,
WHPEKLIMOHHOIo TOKCMKO3a, HEBPOJSIOrMYECKON cMMMTOMa-
TUKOWM CUHAPOMA YrHETEHMS.

M3 aHamHe3a: pebeHOoK OT 3-11 6epeMEHHOCTH, 2-X pOAoB
(1 — meauuMnHCKMI abopT), NpoTeKaBLen Ha GoHe yrposbl
npepbiBaHUa BO 2-M TpumecTpe. Poabl onepaTtuBHble, Npe-

OeBpeMeHHble, Ha 34-i Hepn (TMNOKCUS nnoda, npexae-
BpPEMeHHasi 0TC/IoMKa HopMasibHO PacnoNOXKEHHON nNaaLeH-
Tbl). AHTEHaTanbHasa npodunaktuka PAC He npoBoaunace.
Macca tena npu poxaeHun — 2440 r, anvHa Tena — 47 cwm,
APGAR — 7 /7 6annos. COCTOSIHME NPU POXKAEHUM OLIEHUBA-
NOCb KaK TaXenoe 3a CYeT CUMMTOMOB AblXxaTeflbHOM Heao-
CTaTOYHOCTU (BTSXKEHWE YCTYNYMBBLIX MECT FPYAHOM KNETKM,
yaa — 80/MuH, no wkane CunbBepmaHa — 6-7 6an-
N10B, 60NbLIOE KOMMYECTBO KPEMUTUPYIOLUX XPUMOB), pUCKa
peanusaumMm BHYTPUYTPOOGHOW MHDeKunn (BYWU), HeBpono-
TMYECKOM CUMMTOMATUKM B BMAE CUHAPOMA YrHETEHUS.
MpoBoaunacb HeMHBa3WBHAs MCKYCCTBEHHAs BEHTUAALMS
NEerknx ¢ nocnegywmnm nepexogoM Ha pPecnupaTopHylo
NOAAEPHKKY C MONOXKUTENbHBIM JAaBNEHMEM B [bIXaTeNbHbIX
nytax (NnCPAP)+6,0 0o 2-X CYT *W3HMW.

YuuTbiBas HannMyme BblpaxKeHHbIX MPU3HAKOB AblxaTesb-
HOW HeOCTaTOYHOCTHU, KUCNOPOAHYO 3aBUCUMOCTb, aHHbIe
peHTreHonorn4yeckoro oécnegosanua (PACH), BbinosiHEHa
3aMecTUTeNbHas Tepanna cypdaKkTaHToOM (NopaKTaHT anbda
200 wmr/kKr). CoctosiHMe pebeHKa C ynydlleHueMm, OAHaKo
OTMeYaeTcsi HapacTaHWe NPU3HAKOB MHPEKLIMOHHOMO Mpo-
Lecca: HapacTaHWe CMHAPOMa YrHETEHUS, BANIOCTb, MbllLeY-
Has TMNOTOHWS, CHMXKEHWE DU3MONOrnyYecKmx pedneKcos,
CEPO-3EMJIUCTLIN OTTEHOK KOMXHbIX MOKPOBOB C BblpaXeH-
HbIM MPaMOPHbIM PUCYHKOM, Hanuyine nepopasnbHoro uua-
HO3a MpuW HarpysKe, ayCKyA1bTaTUBHO MPUIYLIEHUE U Hapy-
WeHWe PUTMUYHOCTHU CcepieYHbIX TOHOB.

PesynbraTthl 06cnefoBaHus: B KIWMHUYECKOM aHanuse
KPOBM — aHemusl, NEeNKOLMTO3; B KIMHUYECKOM aHanuse
MOYM — remMaTypus, NeRKOLUTYPUS, LMAUHAPYPHS; BUOXK-
MWYECKUN aHanM3 KPoBW — Henpsamas runepounmnpybuHe-
MWs, noBblleHne C-peakTUBHOro 6enKka. PeHTreHorpadusa
OpPraHoB TrpPyAHON KNETKM — MPU3HaKKM pPecrnmpaTtopHoOro
anctpecc-cuHapoma. 3K — npeobnagaHve noTeHuMa-
JIOB MpaBoOro xenyaoyka, U3MeHeHUs B MuoKapge. Holter-
nccnegoBaHMe — CUHYCOBbIVE PUTM, PErMCTPUPYIOTCA OAM-
HOYHblE HaKeNnyao4YKOBble 3KCTPACUCTONbI C 3Nn3ogamu
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Short Report

KpaTtkue coobuieHus

OUreMUHUN N TpUreMmnHuun. IXoKT: OTKpbITOE OBaNbHOE OKHO
(2,3 MM) co c6pocoM KpoBM cneBa HanpaBo. KoHcynbTaums
HeBpoJiora: rMNOKCUYECKU-UemMmnYeckoe nopaxexHune LIHC.
CunHApOM BereTaTMBHbIX HapylweHun. OcmoTp odTab-
Mofiora: rpynna pucka Nno pasBUTUIO PeTUHOMNaTUM Hepo-
HOLLIEHHbIX.

YunTbiBas KIAMHUYECKYID CUMMMTOMATUKY AblXaTeNbHbIX
paccTpomncTB, MHPEKLMOHHOIO TOKCWMKO3a, HEBpPOOruye-
CKYIO CMMMTOMATUKY CMHAPOMA YrHETEeHWs, AaHHble 06b-
E€KTUMBHOIr0 MCCNnefoBaHWs, MOCTaBNEH CnefyloWwmnin KIUHK-
yeckun anarHos. 1. CMHAPOM [AbiXxaTeflbHbIX PaCCTPOWUCTB.
BYW. NHpeKkuusa moueBbiBOASWMX MNyTen. 2. HapyweHne
cepaevyHoro putma (CynpaBeHTPUKYNSpPHAs 3KCTPacuCTo-
nmsg). 000 — 2,3 MM. HapylieHne KpoBoobpaueHusa O cTe-
neHn. OcnoxHeHue: [bixaTenbHas HegoctaToyHocTb O-—1.
ConyTcTBYIOLWMI: TMMNOKCUYECKU-UILEMUYECKOE MOpaxKeHue
LLeHTpanbHOM HEPBHOW CUCTEMBI. HeoHaTanbHas runepounu-
pybrHemus. PaHHAS aHeMUS HeoHOoLWeHHbIX. KaHanaosHoe
nopaKeHWe KOXKHbIX MOKPOBOB. PUCK pa3BWTUA peTuHoNa-
TUW HeJOHOWeEHHbIX. HegoHoweHHocTb 34 Hep.

BckapmnuBaHue pebeHKa — TrpyaHOE, CLUEMKEHHbIM
HaTUBHbLIM MOJIOKOM MaTepu. [onyyaemoe neyeHune BKIoYa-
N10: NpaBUNbHO OPraHW30BaHHbIK Ne4eBbHO-0XPaHUTENbHbIN

PEXUM, aHTMOaKTEpPUanbHYl0 Tepanuio COracHO 4yBCTBM-
TENbHOCTWU BbISIBIEHHBIX MWUKPO6GOB, MPOTUBOTrPUOKOBYIO,
aHTUreMopparMyeckyto, MHransuMoHHyo, GoTo- U CUMNTO-
MaTu4eckylo Tepanuio. Ha ¢oHe npoBoaAMMON Tepanuu
COCTOSIHME pebeHKa C MONOXKUTENbHOW AWHAMWKOW, MpwU-
3HAKOB AblXaTe/bHON HefOCTaTOYHOCTU U MHOEKLMOHHOIO
TOKCMKO3a HET, oTMeYaeTcs npubaBKa B Bece. Pe6eHOK 6bi
BbiNMcaH Ha 20-N AeHb XW3HW OOMOW B YAOBNETBOPUTENb-
HOM COCTOSIHMM NnoA aMbynaTopHO-MONMKIMHUYECKOE Beje-
HWe NnauneHTa B COOTBETCTBMM C PEKOMEHJALMAMM.

3aknoyeHne. Taknum o6pa3oM, Y MNO3AHUX HEOOHO-
WEHHbIX AeTer NPUCYTCTBYIOT GaKTUYECKW BCE OCHOBHblE
NaToNorMyeckne COCTOSIHWUSA, CBOMCTBEHHbIE HeOHaTaslbHO-
My nepuoay. AHTeHaTanbHas npoduNakTMKa pecnupartop-
HOro AMCTPEecC-CMHAPOMA, PaHHWE U MPaBUIbHO OpPraHM30-
BaHHble /1e4eBHO-NPOPUNaKTUYECKNE MEPONPUATUS cpasy
nocne poXaeHus, CBOEBPEMEHHAs AMArHOCTUKa U KOPPEKT-
HO€ fleYeHne € UCNOb30BaHMEM COBPEMEHHLIX MPOTOKOOB,
YYUTbIBAs BO3MOXHOCTb Pa3BUTUS pasHbIX naTtonorui ans
3TOro0 BO3pacTa, MpaBUibHOE WX HabnogeHWe U BefeHue
B MOCTHaTaNbHOM Mepuoje SBASIOTCS 3a/10roM yMeHbLIEHUS
LNUTENBHOCTU FOCNMUTaNM3aLmMK U B JaNbHENLLIEN MHBaNUAau-
3auUMn NoapacTatoLLero NOKONEHUS.

NMo3aHAA AUarHoCTUKa BpoXXAeHHOU Tpomoodunum

BborayeBa B.M., A6gueBa K.E.
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AKTyanbHOCTb. [eMaToreHHas (BpOrKAeHHasi) Tpomoodu-
A NpeacTaBaseT cOB0M CKIOHHOCTb K PasBUTUIO peLnau-
BUPYOLWKMX TPOMBO30B, NPU KOTOpPOKN onpeagenserca aedbuumT
€CTEeCTBEHHbIX aHTUKOarynsiHToB. BO3MOMEeH OTArowWweHHbIV
CEMEWHbIM aHaMHe3 No cepaeyHO-CoCyAMCTbIM 3a60eBaHNAM:
MHbAPKT MUOKapaa, UWEMUYECKUA MHCYNLT M T.N. Takxke ang
reMaToreHHon TPoMOoPUINKN XapaKTEPHO HOCUTENbCTBO MHO-
YKECTBEHHbIX MPOTPOMOBOTUYECKMX MOAUMOPPUIMOB, Hanpu-
Mep mMyTaumu reHoB Fll, FV (baktop JlenaeHa), PAI-1 v ap.

MpoTpoM6BUH (KoarynsaunoHHbIM daktop Il) aBnseTcs
cyb6cTpaTtoM Ana ob6pasoBaHus TPoMOMHa, KOTOPbIM KaTa-
nm3unpyet obpaszoBaHue U3 GpuUOpPMHA OCHOBbLI TpoMmba.
Monumopdunam reHa Fll NpuBOANT K €ro NOBbILLEHHON 3KC-
npeccun 1 yBenminuBaeT pUCK TpoMbo3a. [eTepo3nroTHbIMM
HOCUTENSIMM FeHa aABnsaTca 2—3% npeactaBUTENEN €Bpo-
NEenCcKou pachl.

dakTop V aKTUBUpPYET o6pa3oBaHMe TPOMOUHA M3 Mpo-
TpomOuHa. ToyeyHaa MyTauus reHa FV npuagaeTr ycTonyu-
BOCTb aKTMBHOW popme dakTopa JlenaeHa K pacuiennstolle-
My AENCTBUMIO NpoTenHa C, 4TO MPUBOAWT K TMNepKoarynaumu.
YacTtoTa BCTpeyaeMocTu B nonynaumm — 2—6%.

benok PAI-1 MHrM6upyeT aKTMBHOCTb TKAHEBOIO aKTu-
BaTopa nJa3MWHOreHa, oTBevyatwouwero 3a obpa3oBaHue
naasmuHa, 1, cnegoBaTenibHO, nogasnsetr GnbpuHonna. Ero
MyTauusi MPUBOAUT K YBENMYEHUIO €r0 3KCMPECCUU, a TaKKe
K MOHMMXEHUIO YPOBHS MNa3dMMHa U YMEHbLUEHWUIO CKOPOCTH
npoTteonnsa GpubpPUHOBOro CrycTKa.

KnuHuyeckun cnyyaim. MauyueHt P, 17 net, noctynun
B MOpPO30BCKYIO AETCKYD FOPOACKYK KIMHUYECKYK 60/ib-
Huuy (MATKB) ¢ »anobamu Ha TAHywmMe 60nM B obnactu
KpecTua, uppaguupyrowume no 3agHen noBepxHOCTU 1eBOro
6eapa, OTEK JIEBON HOTW.

AHamMHe3 »KM3HW: paHHee pa3BuTME NO BO3PacTy.
MpodurnakTnyeckne NpuMBMBKKM Mo HauMOHaNbHOMY KaneH-
fapto. AnneproaHamHes: MOMIMHO3.

26.04.2019 onepupoBaH B ANKB um. dunatoBa no
nosoay octporo ¢baerMoHo3Horo anneHauumra. 01.05.2019
BbIMUCaH B CTabUbHOM COCTOSIHUW. B TOT e [AeHb nosiBu-
nncb 601K B NeBOW Srogn4yHon obnacty, obnactu KpecT-
ua. 04.05.2019 B cBAA3K C ycuneHMem 60sen, MellaoWwmnm
HOPMabHOWN XU3HeaesdaTeNbHOCTH, obpatunca B AMKB um.
dunatosa, rae 6bina NpoBeAeHa ynbTpa3ByKkoBas fgonrnse-
porpadus (Y3I) noaB3aoLWHbIX COCYAOB, MO pe3ynbratam
KOTOpOM BbIABUIN TPOMOGO3 NeBOW MNOAB3AOLHON BEHbDI.
[ocnutanuanposaH B MAIKBE.

[Mpn ocMoTpe: OTEK MSAMKMX TKAHEN NeBOW HOMM pasHuua
OKpy*KHOCTeN A0 4 cM. 06.05.2019 no gaHHbIM Y3l cocy-
[I0B HWHUX KOHEYHOCTEW: CreBa HapyXHas noaB3aoLHas,
obuwas 6eapeHHas (OBB), BepxHas MOJOBUHA NOBEPXHOCT-
Hon 6eapeHHon (MNBB), rny6okon 6eaHon (FEB), 6onbluon
noaKoxHom BeH (BIB) pacwupeHbl, NPOCBET OKKNO3UOHHO
3anoflHeH HEOAHOPOAHbIMM TPOMOOTUYECKMMM MaccaMmu,
KPOBOTOK He onpeaensiercs. B Koarynorpamme noBbilWeHWe
O-onmepa — 2060,5 Hr/mn (0,0-230,0 Hr/mn), AHTB —
55,4 ¢ n cHWKeHue npoTpoMbUHOBOro nHaekca (MNTHU) —
65,0% Ha ¢oHe aHTUKOoaryassHTHOW Tepanuu, CHUMXKEHUEe
ypOBHS npotenHa S — 36%, npotenHa C — 55%, aHTU-Xa-
aktuBHocTb — 0,38 E/mn. OTpuuaTenbHble npsmas npoba
Kym6ca n BONYaAHOYHbIM @HTUKOArynsaHT UCK/IOYAOT aHTU-
dochonmMnnaHblii CUHAPOM.

Mo pe3ynbrataM reHeTMYecKoro McciaefoBaHusa y nauu-
€eHTa 06HapyKeHbl reTepo3nroTHble MyTaunn FV Leiden (reH
dakTopa V), G20210A B reHe npotpombuHa (dartop Il),
4G/5G B reHe PAI-1 (reH uHrmébuTopa aktMBatopa ninasmu-
HoreHa-1), G29926C B reHe THBS (reH Tpom60ocnoHanHa-4),
C807T B reHe Gpla (reH rnukonpoteuHa lll). AHanornyHole
MyTaLnn 6611 06HapYKEHbI B reHOMe MaTtepu pebeHKa, Y4To
NoATBEPANIO HAcNeACTBEHHbIN XapaKTep 3aboneBaHms.

B cBfi3n C AaHHbIMW pe3ynbTaTtaMy MOCTaBNEH OKOH-
yaTenbHbIM AMArHo3: remaTtoreHHas Tpombodounus (oedu-



LUMT €CTECTBEHHbIX aHTUKOaryasHToB — npotenHoB S u C,
HaNMYne MHOMXKECTBEHHbLIX MPOTPOMOOTUYECKMX MOAMMOP-
GM3MOB, B TOM 4YUCNEe FreTePO3UrOTHbIX MyTaLMi GaKTopoB
Il v V (JlengeH), nHrmbuTOpa aKTMBaTopa niasmMuMHOreHa).
OcnoxHeHne: NeBOCTOPOHHUM uneodemMopasbHbli BEHO3-
HbIM TPOM603.

JleyeHune: renapuvH C yBenuMyeHuem [o03bl OT 18
no 30 E[l/kr/4 HenpepbiBHOM UHPY3nen ao 20.05, KOHLEH-
TpaTt aHTUTpom6MHa Il 1000 E[ B/B cTpynHO N2 5 — 11, 14,
16, 18, 20.05; KoHueHTpaT npoTenHa CB/B cTpyrnHo 1500 E]
Ne 2 — 22 n 24.05, pantenapuH HaTpua 10000 EA x 2 p/Aa
n/k 20 n 21.05, HagponapuH Kanbums 11400 EJ x 2 p/A
22-24.05. B KOHTpONbHOM Koarynorpamme nocne npose-
[eHHoro nevyenus: -aumep — 1701,5 Hr/mn (0,0-230,0 Hr/
mn), AHTB — 63,8 ¢, MTU — 59,0%, npoTenH S — 32,8%, npo-
TenH C — 62%, aHTU-Xa-aKkTMBHOCTb renapuHa — 1,13 E/mn
(AOCTUrHYT LeneBon ypoBeHb). Ha nosTopHOoM Y3/[I oTme-
yanocb Hayano pekaHanusauuun Tpomba. C NoNOKUTENbHOM
AWHAMMWKOM BbINUCaH AOMOM B yA0BNETBOPUTENIbHOM COCTO-
AHWWM NnoA HabnoaeHne neaguaTpa, remartonora, Kapauonora
Mo MECTY XXWUTeNbCTBA Ha aHTUKOArynsaHTHOM Tepanuun B Buae
fantenapuHa Hatpmsa 10000 E[l unun HagponapuHa KanbLng
11700 EAl (pasoBas ao3a) 2 p/a n/K He MeHee 3 Mec noj
KOHTPO/IEM YPOBHS @HTU-Xa-aKTUBHOCTU (LeneBble 3Have-
Hua 0,5-1,2 EQ/mn).

Mpn nocnepywowen rocnuTanu3aunnM B KOHLE MIOHS
2019 r. oTMeYancs yMepeHHbI OTEK MATKUX TKaHeW NeBown
rofiEHN, pa3HuLLa OKpYXHocTen ao 2,5 cm. B Koarynorpamme
cogepxaHue A-aumepa — 371,5 Hr/mA, npotenH C — 88%,
aHTU-Xa-aKTMBHOCTb renapuvHa — 1,31 E/mn. Y3l H1xKHen
KOHe4YHocTHn oT 27.06.19: OEB Huxe cadbeHodbemopanbHOro

coyctba (CPC), BB — pekaHanusauuns 80-90%, NbB —
B BEpPXHEW MonoBMHE peKaHannsauusa 5—-20%, B HUMKHEN
NONOBUHE — OKKJO3US; NogKoneHHas BeHa (MB) — pekaHa-
nmn3daumsa 5-10%, 3agHas 6onbwebepuoBas BeHa (36bB) —
OKK/IO3MOHHO 3anojlHeHa TPOMOGOTUYECKMMKU Maccamu,
HUMKHSAS TpeTb — peKaHanusaunsg 90-95%.

Mo cpaBHeHMIO ¢ nccnegoBaHnem 21.05 BuaHa NONOXKMU-
TeNnbHaa AMHamuKa. MNpogonKeHo neyeHwe HagponapuHoOM
Kanbumna 11700 EQ x 2 p/a n/K.

Ha momeHT nnaHoBon rocnutanu3aunn 13.11.2019 pas-
HUL@ OKPYXXHOCTU roneHen coctasuna o 2 cm. o pesynb-
Tatam Koarynorpammbl: [-aumep coctaBun 19,0 Hr/mn,
npotenH C — 83%, aHTU-Xa-aKTMBHOCTb AOCTUIa LeneBoro
3HayeHnsa. Y3l HWMKHUX KOHEeYyHoCcTen: axorpaduyeckue
NPU3HaKKN OKKJTKO3MOHHOIo TPoM603a Hapy*KHOW NOAB3AO0LL-
How BeHbl, OBB, MNMBB, 6B, BI1B, MNB, 3E6B cnesa, Yactny-
Has peKkaHanu3dauwusa. Mo CpaBHEHUIO C WCCNeAOBaHWEM
27.06 nonoxutenbHas AuMHamuKa. [MpoaonKeHo nedvyeHue
HagponapuHom Kanbuusa 11700 EA x 2 p/a n/K.

3aknioyeHue. B 3aK1l04eHNE MOXKHO CKa3aTb, YTO OTHArO-
LLIEHHbIX FEHETUYECKUI aHaMHe3 No mMyTaumam reHoB FV (daK-
Top JlengeHa), Fll, PAI-1 B coyeTaHum ¢ AedULMTOM NPOTEUHOB
C v S NpUBOANT K PUCKY HapyLIEHUS PEOIOTUK KPOBU M TPOM-
6006pa3oBaHUs MpU HaMYUU TPUITEpPHOro ¢akxTopa, KOoTo-
pbiM B A@HHOM ciyvyae SBWaCS GNEerMOHO3HbIA anmneHAnLMT
W nocnegytwouiee onepaTtMBHoe BMeLIATENbCTBO. PaHHAS ana-
FHOCTWMKa TPOMGOPUINM OYEHb BaXKHa, TaK KaK MPEBEHTUBHbIE
Mepbl U CBOEBPEMEHHO HayaTas Tepanus MOryT npeaoTspa-
TUTb pa3BuUTHE TPOMOO3a. TaKKe TakMM nauueHTam cneayet
Y4YUTbIBaTb CEMENHbIN XapaKTep AaHHOro 3abosieBaHns B Cy-
yae 06HapYXEHUN CXOXKMUX Kanob y 6/IM3KMUX POACTBEHHUKOB.

KnuHuyeckuu cnyyam Bnepeble AUarHoCTUPOBaAHHOM
TAXeN0oMn uauornatu4yecKom TpPoMOOLUTONEHUYECKOU Nypnypbl

y nauuveHTta 12 ner

BoaoBa A.B.
Hay4Hbi# pykoBoauTenb: JleoHTbeB M.A., K.M.H.

®IAQY BO «Poccunckun HaumoHanbHbin UccnegoBatenbckun MeanumHekuin YansepceuteT um. H.U. Muporosa», MocKBa,

Poccuiickaa degepauus

rBY3 «Mopo30BcKas eTcKas ropocKas KIMHWYecKas 6onbHuLa [lenapTameHTa 3apaBooxpaHeHns ropoaa MocKBbI»,

MockBa, Poccuickaa Penepauus

AKTyanbHOCTb. Manonatuyeckas TpomMbGoLuuToneHunye-
cKkas nypnypa (UTIM) — ato ayToMMMyHHOe 3abosieBaHue,
06ycnoBneHHOe BblpabOTKOM aHTUTEN K CTPYKTypaMm MeM-
6paHbl TPOMOOLIMTOB U MX NpeawecTBEHHUKOB Merakapmo-
umtoB. 3abonesaemocTtb UTI B mupe coctasnser 1,6-3,9
Ha 100000 HaceneHus B rod, 1nu Mmonoxe 20 net oHa nopa-
aeT He 6onee yem B 24% cny4vaeB. Y geten nogo6Hoe 3abo-
NeBaHuWe 4YacTo pa3BMBAETCS OCTPO, MPOSBASETCS remop-
parM4ecknm CUMHAPOMOM Pa3HOM CTEMEHW BblPaKEHHOCTH,
C NPENMYLLECTBEHHOM JIOKaNM3aLneN NETEXUN U IKXMMO30B
Ha KOXe M CMM3UCTbIX 060/104Kax. HactoTa KMU3HeYrpoxato-
LMX KPOBOTEYEHUN (cybapaxHouaanbHble KPOBOMU3IUAHUSA)
npu UTI He npeBbiwaeT 0,5%.

KnuHunyeckuit cnyyai. 31.01.2020 B 00:14 B npuemHoe
otaeneHne MOpPO30BCKOM AETCKOM FOPOACKOM KIMHUYECKOM
60NbHULbI NOCTYNMA NauueHT [., 12 neT, ¢ )anobamu Ha
remopparuyeckyto cbinb Ha Tene. Octpo 3abonen 29.01.2020
BeYepoM: MosiBUnacb cnaboCTb U Cbillb Ha HOrax W CruHe,
K BeyYyepy pacnpocTpaHuBLUAsCH Ha BEPXHUE KOHEYHOCTM.
30.01.2020 o6palianvcb B NOAMKINMHUKY MO MECTY KUTENb-
CTBa, PEKOMeHJ0BaHa KOHCynbTauusa rematonora. B tepanuu

nosnyyan: ackopbuHoBas KMcnoTa+pyTmH no 1 1ab6. x 3 p/g —
1 peHb, uetmpmaund no 1 1ab. x 1 p/a. Ha ocHoBaHWM AaHHbIX
KIMHWYecKoro aHanmsa Kposu (OAK) (KonnyectBo Tpom6o-
umtoB 5x109/1) U KNIMHNYECKON KapTWHbl 3a6oneBaHus 6bin
BbICTaBNEH NpeaBapuTenbHbIR AvarHos «MauvonatuyecKkas
TpomGoLMTONEHNYEeCKaa nypnypar. Y4uTbiBas OTCyTCTBUE
Hapy*KHbIX KPOBOTEYEHWW, Ha3HayeHa Hecneunduyeckas
remoctaTuyecKkasa Tepanus: atamaunatr 250 mr x 3 p/a,
rmnoannepreHHbln cron. Ans ganbHenwero ob6cneaoBaHus
W NleYyeHus rocnuTanuMsvpoBaH B OTAENEHME remaTosoruu,
K Ha3Ha4YeHHoOM Tepanuu gobasBfieHa TpaHeKcamoBas KUCNOo-
Ta, NpoBefeHa KOCTHO-MO3roBas MyHKUMS. TpomMOOLUTbI No
doHno — 10x109/n; muenorpamma: PeTUKYISPHble KeT-
KM — 2%, KONN4YeCTBO MerakapuouuTtoB (B npenaparte) —
1:80, WHypyloLne He HanaeHbl. 10 gaHHbIM MUenorpaMmmbl
MCKIItOYEH Ae6IOT OCTPOro SIENKO3a, anna3ns KPOBETBOPEHMUS.

04.02.2020 B 07:00 y naumeHTa nosiBuiacb obLLEMO3-
roBasi CUMNTOMaTUKa — rofloBHas 60/1b, MHOrOKpaTHas pBo-
Ta C NPOXKMIKaMK KpoBK. Mpr OCMOTPE COCTOSIHWE TAXKENOoE,
CO3HaHMWe OTCYTCTBYET (WKana Kombl Masro — 9), aHM30Ko-
pus. OKCTPEHHO BbINOMIHEHA KOMMblOTEPHAs Tomorpadus
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rOIOBHOIO MO3ra, BbIIBIEHO: OCTPOE HapylleHWe MO3roBoro
KpoBOOGpallleHUss No reMopparn4yeckomy Tuny B 6Gaccen-
He npaBOW cCpeaHer MO3roBOM apTepuu, BHYTPMMO3roBas
rematoMma 20 cM3, OTEK W [MCNIOKaLMSA FOJI0OBHOMO MO3-
ra. PebeHoOK TpaHCnopTUpoBaH B OTAE/IEHMEe peaHuMaLmu
M MHTEeHcHBHOM Tepanuu (OPUT), nepeBeaeH Ha UCKYCCTBEH-
Hyto BeHTUAsAUMIO nerkux (MBJ1). B cBs3K ¢ HannymMem MHTpa-
KpaHWanbHOro o6bema M AMCnoKauun CTPYKTYpP FOIOBHOMO
MO3ra Heo6x0AUMMO onepaTMBHOE BMeLlaTeIbCTBO B 06beMe
[EKOMMPECCUBHON KPaHUIKTOMUM.

YuutbiBas KPUTUYECKYID TPOMOOLIUTOMEHMUIO, MOTEHLM-
abHbIM PUCK NPEBbILIAN Npeanonaraemyto Nonbay, Tak Kak
6e30nacHbIM ypoBeHb TPOMOOLMTOB A/ NPOBEAEHUSA Kpa-
HWOTOMMWM, COrNTAaCHO pekoMeHaaumsam EBponencKoro obue-
CTBa aHeCcTe3Monoros, cocrtaBnser He MeHee 100x109/5.
[Ons 0OCTMXKEHUS LieNieBbIX 3HAaY€HUI YPOBHS TPOMOOLIMTOB
[ABax/bl NpoBeaeHa TpaHchy3ns TPOMOBOKOHLIEHTpaTa, Ans
YMEHbLUEHUS WHTpaonepauMoHHON KPOBOMOTEPU BBEAEH
anTaKkor anbda aKTMBUPOBaAHHbIN 7,2 MT.

B onepauunoHHyt0 nauneHT O6bl1 TPaHCNopPTMPOBaH
Ha WBJ1 ¢ npopomxatowencs uHby3Men HopagpeHanuHa
0,12 MKr/Kr/mMuH, Konmyectso Tpomobouutos B OAK Ha ToT
MOMEHT cocTaBnsano 4x10°/n. UHTpaonepaunoHHas MHY-
3WOHHO-TpaHCOY3MOHHAa Tepanua BKI4Yana B cebs:
apuUTpounTapHylo B3BeCb — 610 M, TpombouWUTapHbIM
KoHueHTpaT — 430 mn, KpuonpeuunutaTl — 160 mA, Kpu-
CTannonaHble NpenapaTbl, U coYeTanacb ¢ Ba30NpPeccopHom
noaaepxKon. O6wWKnM o6bem MHoy3um coctasun 4070 mn,
KpoBonoTteps — 1300 mn. lMo 3aBeplueHUM onepauuu
nauneHT nepesegeH B OPUT. B OAK nocne onepaTuBHO-
ro BMellaTenbersa: TPoM6ouuTel — 51x109/n, apuTpoLm-
ol — 3,59%x1012/n, Hb — 95 r/n, reMaTokput — 28,6%,
nenkountbl 11,63x109/1, Hentpodunsl — 10,44x10°/5.
YyutbiBasg CTOMKOE CHUXEHWe KonuyecTtBa TPOMOOLMTOB,
BHYTPUMOSIOBYIO remaTomMy MNpaBOM TEMEHHO-3aTblI0O4YHOM
06nacTu, BbIPAXXEHHOCTb reMopparMyeckoro cuHapoma,
Oblna NpoBeAeHa Tepanusa aHanorom TpPOMBG0OMN03TUHA POMU-

NJIOCTUMOM M3 pacyeTa 7,5 MKI/Kr, NpOAO/IKEeHa Hecne-
unburyeckas remoctaTmyeckas Tepanus (3aTaMmaunart, TpaHeK-
camMoBas Kucnora).

B TeyeHrMe nocneayowero BPEMEHM HaXOXAEHMUS
pebeHka B OPUT cocTosiHME ocCTaBa/sioCb KpanHe Tsxe-
NbIM 3a cyeT LepebpasbHON HECOCTOATENbHOCTU, COCYAM-
CTOM W pecnupaTopHOW HEeAOCTAaTOYHOCTU LIEHTPanbHOro
reHe3da. OTMe4Yanocb NPOrpeccuBHOE HapacTaHWe KOHLEH-
Tpauum HaTpusa naasmbl KpoBKU (40 198 mMmonb/a), Nonu-
ypus, TMNOCTEHYPUS, TO €CTb ABMIEHUSA HecaxapHoro ava-
6eTa LeHTpanbHOro reHesa. Ha 6-7-n geHb NpebbiBaHUA
B OPUT cocTosiHne pebeHKa ¢ oTpuuaTe/bHOW AMHaMUKOM
B BMJE HapacTaHWs BblPa)XEHHOCTW 3EKTPOAUTHBIX (rnnep-
HaTPUEMMUS, KPUTUYECKaa runepkannemMms Ao 9 Mmonb/n,
rMNepXI0pPeEMUS, BblpaxeHHasa runokanbunemus Ha doHe
AOTauMKM  KanbUW§), MUKPOLMPKYNATOPHbLIX (ceTyaTtble
CUHIOWHO-6arpoBble NATHa Ha 6negHoM ¢oHe) n mMeTabo-
JIMYECKUX HapYLIEHUN (BblpaKeHHbI CMeLllaHHbI aunaos
¢ pH 7,0, BblpaxkeHHas runepkanHus, gedunumt 6ukapboHa-
ToB). OT™Meyanocb nosbiweHne AT (ao 910,90 EA/n), ACT
(00 2501,80 El/n), MOYEBMHbI, KpeaTUHKHa, C-peaKTUBHOIo
6enka B paMKax CUCTEMbl MHOXECTBEHHbIX OCTPbIX
ONCOYHKLINA.

HecmoTps Ha Bce npeanpuHATbIE MOMbITKU NeYeHUs,
11.02.2020 Ha 11-e cyTkM 60ne3HKn B 06:50 naumeHT CKOH-
yancs npu sBAEHUSAX OCTPOM MOAUCUCTEMHON AUCOHYHKLIUMK.
Mpn natoMopdOIOrMYeCKOM MCCNeqoBaHWU YCTaHOBIEHO,
YTO MPUYMHON CMEPTH ABMAACL ToTallbHaa aHuedanomans-
LUMs BCNeACTBME MacCCMBHOIO KPOBOWM3NWAHUS B BELECTBO
rofIOBHOIO MO3ra.

3akntouyeHue. [JlaHHbIN KIMHUYECKUI Clydan npeacras-
nsaeT cobon MHTepec, TakK KaK, HECMOTPS Ha KPUTUYECKM
HU3KUN ypOBEHb TPOMOOLMTOB, MaLMEHT AOCTATOYHO CTa-
OUNbHO MepeHec onepaTMBHOE BMeLWATENbCTBO B 06beMe
[EKOMMNPECCUBHON TEMUKPAHUIKTOMUWU W YyAaNEeHUs BHY-
TPUMO3roBON remMaToMbl, HEe MOAYYMB MPW 3TOM MOBTOPHbIX
reMopparm4yecKkmnx OCMOXHEHUN.

Peakuu cnyyau BocnaneHua auBeptukyna Mekkens

Yy HOBOPOXXAEHHOIro pe6eHKa

BonsiHioK E.B.
HayuHbi pykoBoauTenb: NMukysa 0.U., npoo.

Pre0Y BO «Ka3aHCKUI rocyaapCTBEHHbIN MEAULMHCKUI YHUBEPCUTET MUHUCTEPCTBA 34paBOOXPaHeHNs POCCUNCKOM

depepaummn», KasaHb, Poccuiickas depepaums

AY3 «fopofckas agetckas 6onbHMua N2 1 r. KasaHu», KazaHb, Poccuiickaa Penepauus

AKTyanbHOCTb. [AnBepTukyn MeKKena sBnsSeTcs Hau-
60/1ee YacToM BPOXKAEHHOM aHOMaNIMEN KeNyaoYHO-KuLleY-
HOro TpaKTa, ¥ ee BCTPEYaemMoCTb B NONy/siLMM cocTaBnseT
2%. PUCK pa3BUTUS OCNIOXKHEHUN CO CTOPOHbI AMBEPTUKYNaA
MeKKenst Ha NPOTSXKEHUU U3HU cocTaBnsaeT 4—6% U cylle-
CTBEHHO CHUXXaeTcs ¢ yBeNnMyeHmem Bo3pacTta. Tak, yacToTa
KpoBOTeYEeHNS Y aeTen o 2 net cocrasnsaer 64,7%, Toraa
KaK B Bo3pacTe ctapule 8 net — 25%. inseptukyn Mekkens
OC/IOXHSeTCs MHBarnHauven y 60% aeten B Bo3pacTte mnag-
Wwe 2 neT, y geten B 8 NeT U cTaplle AaHHOIO OC/TOKHEHUS He
Habnogaetca. B KpymnHbIX XMPYypruyeckmx KNnHuMKax Poccum
B TedeHne 20 net onepupytotea ao 445 geten ¢ natonorvemn
anBepTuKkyna Mekkens.

Peakun cny4yan MHBArnHaumu OVBEPTUKYNa
MeKKkens anarHocTMpoBaH Y HOBOPOXAEHHOro pebeHKa.
KnuHunuyeckuin cnyvai. PebeHOK poawunca ot 1-n 6epe-
MEHHOCTH, NpOTEKaBLWEN C PaHHUM TOKCMKO30M, Yrpo30m
npepbiBaHus B 3-m TpumecTtpe. Poaunca Ha cpoke 36 Heq

nytem onepauuu KecapeBa cevyeHuss Ha GoHe npeane-
aHua nnaueHTbl. Macca Tena npu poxgeHnn — 2900 r,
ONnHa Tena — 53 CM, OKPYXKHOCTb ronoBbl — 33 CM.
OueHKka no wkane APGAR — 8/9 6annoB. C poxaeHus
HaxoAMNCcs Ha rpygHOM BCKapMivMBaHWK. B paHHeM HeoHa-
TanbHOM Mepuoje oTMevanacb GM3MOA0orMyecKas xentyxa.
BbinucaH Ha 5-e cyT gomon. B Bo3pacte 24 aHen pebeHoK
nocTynuna B OTAeNIeHWEe NaTONOrMM HOBOPOXKAEHHbIX AeTen
C anobamu Ha Xentyxy. [NpubaBKka Maccbl cocTaBuna
310 r (aedpmumt maccbl — 100 r = 3%). CocTosiHME npwU
NOCTYNNEHUN CpedHen TaxecTn. Ha rpyaHOmM BCKapMiu-
BaHWW, He CpbirMBaeT, GU3NONOTMYECKME OTNPABIEHUS He
HapylweHbl. B nabopaTopHbIX aHanM3ax KpoBM MpKU MOCTY-
NAeHUM BOCNaNUTENbHbIX U3MEHEHUN HET, reMornobuH —
164 r/n npu rematokpute — 46%. B 6GMOXMMUYECKOM
aHanuse KpoBW 06WMKA GUAMPYOUH 223 MKM/N, NpsMon
ounnpybuH 0,8 MKm/n, nokasatenu AJIT, ACT, rnoKo3bl,
C-peaKTUBHOro 6enka B Hopme. MHCTpyMeHTanbHoe obcne-



Puc. 1. Y3 6GpiolHOM Noioctu

Puc. 2. PeHTreHorpadua opraHoB GpoLLIHOM NONOCTH
W FPYAHOW KNETKK

[loBaHWe: HenpocoHorpadpusa — 6e3 natonoruu. Y3 BHy-
TPEHHWUX OpraHoB — Mepernd xenyHoro ny3bips. Ixo-KC:
MbIWEYHbIN AedeKT MEeXIKeNyao4KOBOW Neperopoirkn —
2,1 MM, OTKpPbITOE OBafibHOE OKHO — 3 MM, OTKPbITbIN apTe-
puanbHbiM NPOTOK — 3 MM (reMOAMHaMMYECKU He3Hauu-
MblIH). BblCTaB/IEH KIMHUYECKUI AnarHO3: KOHblOrauMoHHas
wentyxa. PebeHoK nonydyan ¢otoTepanuio, MHOY3UOHHYIO
Tepanuio (rtoK030-cosieBble pacTBOPLI) C LIESblo 3amMelle-
HUSA XKUMAKOCTU. HKenTywHoCTb B AMHaMUKe yMeHbluanach,
obwmnn 6unnupybuH cHusunca ao 133 MKmonb/n. B Bece
nonoXutenbHasa npubaBKa, HaxoawNcs Ha CMeLlaHHOM
BCKapMJ/IMBaHUU.

B Bo3pacte 1 mMec 0TMeYanocChb yXyAaleHUe COCTOSAHUS:
CpbIrMBaHWe, BANOCTb, B3[yTHUE MBOTa. B nabopaTopHbIX
aHanu3ax KpoBM NOSIBUIUCH BOCMaNUTE/bHbIE CABUIMM: NER-
Koumnto3 — 21,4x10°, rpaHynoLMTO3 CO CABWUIOM BJIEBO
(n/sa 18%), B 6GUOXMMHUYECKOM aHann3e KpPoBM MOBbILIEHNE
CPB go 18 mr/n. Y3U opraHoB 6plOWIHOM MOMOCTU: coaep-
MMOE KEeN4yHOro ny3blps HEOAHOPOAHOE, OCafdoK; MeTnu
KMULWEYHNKaA B34YTbl, CTEHKM YyTOMLLEHbI A0 1,8 MM, MeXneT-
neBast XMAKOCTb — 2—2,5 MM, TONCTbIN KULIEYHUK — B3AY-
Tne, napes (puc. 1).

Ha 0630pHON peHTreHorpamme xuMBota — 6e3 naToso-
rMYECKNX YPOBHEW, CBOOGOAHOIO ra3a B OPIOLIHOW NOMIOCTH.
MepepacTsaHyTbl NETAN KUWEYHUKa. B nerkmnx 6e3 ovyaroBbix
TeHewn (puc. 2).

PebeHOK nepeBefdeH Ha MNapeHTepanbHOE MUTaHue,
Ha3HayeHa aHTMbGaKTepuanbHas Tepanus (aMNULKUAIKUH,
amuKkauuH). C AMarHo30oM «HEKPOTU3UPYHOLWMIA SHTEPOKO-
nT (?)» pebeHOK NepeBeaeH B XMPYPruyeckoe OTaeneHume.

Mpn npoBeaeHuM nanapotomMumm O6GHapyKeH ¢ubpos-
Hbl NEPUTOHUT Ha oHe AuBepTUMKyna MekKkens u U30nu-
pPOBAHHOrO0 3aBOPOTa MOAB3AOLWIHON KULWKKW C HEKPO30M.
MpoBeaeHa onepauus ¢ HanoKEHMEM UIEOCTOMBI.

3aknueHue. Taknm obpasom, AMBEPTUKYN MekKens
ABMIAETCA PEAKOM NaTonornen B NnpakTMKe Bpada-neguaTpa.
B aHamMHe3e nauueHTa pe3Koe yxy[lleHWe, CpbirMBaHue,
BSIIOCTb, B3AYTHE XMBOTA, a TaKKe NPU3HaKM OCTPOro BOC-
naneHuss No nNabopaTopHbIM MOKa3aTeNsiM KPOBW; B CBSA3M
C 4YeMm, TaKOMy NauuMeHTy TpebyeTcs cpoyHas rocnuranunsa-
LMs, NPoOBeAEHNE psija MHCTPYMEHTabHbIX MCCNefoBaHUM
Ona noaTBepraeHua guarHosa (Y3WM opraHoB O6GplOWHOM
MoJIOCTU, PEHTreHorpadus opraHoB OPIOWHOW MOMAOCTH
W TPYOHOM KNETKM) U CpoYHas onepauus no nosoay yaane-
HUS AnBepPTUKYNa Mekkens.

Manudecrauua yuuTtomeraasoBupycHom UHPEKUUU Y pedeHKa
paHHero Bo3pacTta: KJIMHUYEeCKUMN cnyyan

OdepioweBa A.10.

Hay4Hbi# pykoBoauTenb: NMepmakoBa A.B., K.M.H., OLEHT

®rboY BO «[lepMCKMIM rocyfapCTBEHHbBIN MEAULIMHCKUI YHUBEPCUTET UM. aKaj. E.A. BarHepa» MuHucTepcTBa 34paBooX-
paHeHus Poccuinckon Pegepaunn, NMepmb, Poccuiickas Pepepaums

AKTyanbHoCTb. LiuTomMeranoBupycHas UHdeKUUSA
(LUMBW) noBcemMecTHO pacnpocTpaHeHa cpean AeTCKO-
r0 HaceneHus, cepono3uMTUBHOCTb B Pa3HbIX BO3PACTHbIX
rpynnax coctasnsetr ot 20 go 60%. LutomeranosupycHas
60/1€3Hb OT/IMYAETCH MHOroo6pa3nemM KIMHUYECKUX MPOsiB-
NEeHn oT 6eCCUMMNTOMHOIO TEYEHMS A0 TAXENbIX reHepanu-
30BaHHbIX POPM C NoparKeEHNeM BHYTPEHHMUX opraHoB un LIHC
y ML C UMMYHOLEDULIMTOM M MpWU BHYTPUYTPOGHOM Mnopa-

XeHuu nnopa. Huxke npeactaBaseM KIMHUYECKUIM crnydamn
pa3BUTUSA LIUTOMErafoB1MpycHON 60/1€3HM Ha GOHE UMMYHO-
nePULMTHOrO COCTOAHMS.

KnuHuyeckun cny4vyam. AHamMHe3 U3HWU: pPebEHOK
4 mec, oT 5-1 6epemeHHocTH (3 aeTen — 340p0BbLI, 1 M/a),
npoTeKkaBllen Ha GpoHe OTATOLEHHOrO rTMHEKONOrMYECKOro
aHaMHe3a — XPOHWYECKUM IHOOMETPUT, CYOKOMMEHCUPO-
BaHHas deTonnaleHTapHas HeoCTaTOYHOCTb, XPOHUYECKas
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BHYTPUYTpPOOGHas rMnokcus nnoga, manosoaue. Poabl camo-
cTosTeNbHble Ha 39-1 Hea, peBeHOK C NpM3HaKamMu Hespe-
noctun, maccon tena 2940 r u gnnHon 49 cm. C porKaeHUs Ha
rPyAHOM BCKapMaMBaHUM, BbiNucaH Ha 4-e cyT. B nepBble 3
MEC M3HW AOCTaToO4HO NpubaBnan B Bece, Noayyan npo-
dunaktyeckne npumBuBkU: BLK, BMpyCHbIM renatut B.
B 3,5 mec nepeHec OPBU B BMAe nerkoro KatapanabHOro
CUMHApPOMa M NoBbIlWEeHUA TemnepaTtypbl go 37,5 °C, neuunncs
ambynatopHo. Yepe3 2 Hep y pebeHKa ycunuacs Kawenb
M nosiBUNacb OAblliKa, B CBA3M C YemM OH Obll rocnuta-
NM3npoBaH B neauaTpuyeckoe otaeneHne AKB N2 13 .
Mepmu. Mpn NOCTyNNEHUU: COCTOSSHUE CTAabUIbHO TAXKeNnoe
3a cyeT AblxaTenbHOM HepgocTaToyHocTu, Y[ — 65 Abixa-
TeNbHbIX ABUXKEHUN B MUHYTY, HCC — 150 ygapoB B MUHYTY,
Sp02-80%. [bixaHne cnoHTaHHoe, Tpebytollee AOMOHMU-
TENbHOW OKCUreHauuu — KUcnopoaHas MacKa (2 1/MUuH).
PedneKkcbl goctatoyHble, CMMMETPUYHbIEe. CAn3uncTble 060-
JIOYKU BNaKHble, MacCUBHbIM GenoBaTblM Haner Ha Cau-
3UCTON LEK, MUHAaNNHax. 3eB runepemMmnpoBaH. KoxHble
NMOKPOBbLI 6GnefHble, LMaHO3 HOCOry6HOro TpeyrosbHuKa.
Ha »xuBOTe, B MaxoBon o06fiactu cneBa, — MeNKoToYeu-
Has CbiNb, Ha rMNepeMnpoBaHHOM ¢GOHe, UcyesaeT npwu
HaJaB/MBaHWUM.

Mpn aycKynbTaumMn B NIETKUX AblXaHWE KeCTKoe, HepaBHO-
MEepHO ocnabneHo ¢ 06enx CTOPOH. Xpunbl MPOBOAHbIE, CyXKe,
BNaHble pa3HoKanubepHble, BbICNYLLMBAOTCS ¢ 06enX CTOPOH
B 60onbWwoM KonuyectBe. lNeyeHb — +4,0 cM. CeneseHka —
+3,0 cMm. lNo pesynsrataM peHTreHorpadun opraHoB rpyaHoM
KNETKM B A€Hb MOCTYNAEHUS — MOMMUCErMEHTapHas ABYCTOPOH-
HSAS MHEBMOHMS.

B KAMHWYECKOM aHann3e KpoBW Npu NOCTYMNIEHUN: Nen-
KOUMUTbl — 6,5x109/n, numdountel — 41x10°%/n, cer-
MeHTOsAepHble HenTpodunbl — 56x10°/1, MOHOLUTBI —
3x109/n, TpoM6ouUTE — 370x10%/51, CO9 — 58 MM/,
C-peaKTuBHbIN 6eNoK — MeHee 6 Mr/n. Ha npoTsxKeHuu
npMMeEpPHO 3 Hea xapaKTep fnoKasaTtenen 3HayYuTeNbHO He
n3meHsncs. B TeyeHne cneayoumx 3 Heq 6bina Ha3HayeHa
aHTMGaKTepuanbHaa Tepanusa uedanocnopmHom Il noko-
NIEHUT — 6€e3 MOJSIOKUTENBbHOM ANMHAMUKK. 1o pesynbTaTtam
TPUXKAbl NPOBEAEHHON PEHTreHOrpadun CoXpaHanuch aBne-
HUS NONMCErMeHTapHOW MHEBMOHWW, aTeNektas cnpasa.
lMpoBeaeHo ceponornyeckoe obcneqoBaHne — BbISIB/IEHDI
aHTM-CMV IgM (1:200) TpexKkpaTHO B AWHAMWKe, UHAEKC
aBuaHoctn aHTU-CMV IgG HapacTaeT oT 19 o 74% B Teye-
HMe Mecsila, B KpoBW M B cockobe AHK CMV He Bbige-
neHa. [pyrue repnetuyeckme mHobexkuuun (BIr-1, 2, 36B,
Bl'4-6), pecnupaTtopHbii MUKOMIa3Mo3 U X1aMUaMO3, TOK-
connasmos, KoKW M NapaKoKOoNoLW, a TaKKe afjeHo-, peo-
M BMUPYCbl FpUNNa He NOATBEpPAeHbl. [ByKpaTHO 06Hapy-
»eHbl aHTU-Chlamidia trachomatis 1gM (1:400, KIN = 11,0),
npu otpuuatenbHblx IgG (MaTb cepoHeratnBHa K Chlamidia
trachomatis). lpn 6GaKTepPMONOrMYECKOM uccnegoBaHmu
B KaJie 06HapyXeH yMepeHHbIn pocT Klebsiella pneumoniae,
Candida spp., U3 3eBa BblaeneHa Pseudomonas aeruginosa,
13 KpoBn — S. warneri. CoctossHMe pebeHKa NMporpeccmBs-
HO yXxyawanocb, U Ha 4-i Hed rocnuTanu3auuMm B CBA3MU
C HapacTaHueMm [bixaTelbHOW HEeAOCTaTO4YHOCTM OH nepe-
BeaeH Ha VBJI.

PaHHMI BO3pacT pebeHKa, Taxenoe TevyeHue ABYCTO-
POHHEN MHEBMOHWU, NPEANOSIOKUTENBHO, BUPYCHO-OaKTe-
puanbHOW 3TUONOrKK, OTCYTCTBME 3ddPeKTa OT MNpPoBOAU-
MOW aHTMGaKTepuanbHOW Tepanuu npeanonaraeT AnarHos
aKTMBHOM CMeLlaHHOW X1aMWAWWHO-LUTOMEranoBUpyCHOM
MHOEKLMU C MOpaXKeHWeM Nerkux. 3aTsHoe pasButTuhe

TAXKENOW NMHEBMOHUM C MaHUbecTaumen OnMnopTyHUCTUYE-
CKOM MHOEKLMMN MO3BOAUIO NPEANONOKUTL HAlMYNE NMMY-
HOAEDULMTHOIrO COCTOSAAHUSA. PebeHoK ob6cneaoBaH: MMMY-
HOrMOGYNNHbLI 06lMEe — B rpaHuLax BO3PacTHOM HOPMbI,
B MMMYHOrpamme onpeaeneHo cHuxenne CD4 numdouu-
T0B — 34% (Hopma 35-57%), CD8-21%, CD4/CD8 = 1,59,
T-numoounTbl — 55% (1,76x10°r/n). Ha 28-i feHb rocnu-
TanuM3auuu npoeeaeH aHanu3 Ha BUY — pesynbrtat nono-
UTENbHbINM, 06HapyeHa OHK BWUY B KonuyectBe 6onee
10 MaH Konui/mn. MNpu npoBeaeHnr annaeMmnonormyeckoro
nccnefoBaHUs yCTaHOBIEHO, YTO OTeL, M MaTb pebeHKa MHOU-
umMpoBaHbl BUY, Bo Bpemsa 6epeMeHHOCTU y MaTepu pesyrib-
TaTbl Ha BUY 6b1n oTpuuaTenbHble (CEpOHEraTMBHOE OKHO).
Mo cornacoBaHuio ¢ MepMcKUM KpaeBbiM LieHTpom CMNA
Ha 30-1 geHb rocnutTanmn3aumm pebeHKy Ha3HayeHa aHTU-
peTpoBupycHasa Tepanusa (APBT) — 3MaoByanH, NaMUBYAWH,
nonuHaBup+putoHaBup. CoctosiHME pebeHKa NMpoaosiKano
pe3Ko yxyawaTbes, Ha 4-n aeHb APBT pa3BuBaeTcs naH-
LMTONEHUYECKUIA CUHAOPOM: 3pUTpoLUTEl — 3,86x1012/7,
nenkouutel — 1,3x10%/n, toHble — 2x109/51, nano4Kos-
gepHble — 47x109/n, cermeHtosaaepHble — 17x109/n,
MMMeounTsl — 24x10°9/n, MOHOUMTEl — 7x10%/51, TpoM-
6ounTbl — 106x109/n, CO9 — 43 MM/4. Yepes 10 aHei
APBT: sputpouutel — 2,36x1012/n, remorno6uH — 65 r/n,
nenKountel — 0,6x10%/n, nanouykoagepHble — O, cer-
MeHTosaepHble — O, numdountel — O, MoHouMTbl — O,
TpoM6OLMTE — 25x109%/51, CO3 — 15 mMm/4. HapacTanu
nokasaTtenn C-peakTMBHOro 6enka — ot 23,8 Mmr/n npwu
Havyane Tepanuu o 978 wmr/n, NpoKaabUWTOHWMHA — OT
0,65 po 12,8 Hr/mn, ACT — ot 76 Ea/n po 1410 Ean/n.
[JaHHble nabopaTopHble W3MEHEHUS CBUAETENbCTBYIOT
0 reHepanmaaumm UHOEKLUMOHHOro npotlecca n Gopmupo-
BaHWW CUHAPOMA MONMOPraHHOM HeaocTaTo4HOCTU. Yepes
6 Hep OT NOCTYMNJIEHUS, HECMOTPS Ha NPOBOAMMYIO Tepanuto,
npousolwna OCTaHOBKa CepAeYHOW [AeATeNbHOCTH, KOH-
cTaTMpoBaHa 6uonoruyeckas cmepTb nauueHTta. JuarHos
3aK/OYUTENBHBIN KIIMHUYECKUM: ocTpas BUY-uHdekuus,
ctagnsa 2B, dasza BTOpMYHbIX 3ab6ofieBaHWN (MHEBMOHMUS,
KaHangos, ocTtpasd UMB-nHdekumnsa). OKoHYaTeNbHbIM
naTasoroaHaTOMUYECKUK [JMarHo3: OCHOBHOe 3aboneBa-
Hue: ocTpass BUY-mHbeKuus, ctagusa 2B, dasa BTOpuu-
HblX 3ab6oneBaHui. Peaykuus nnMbaTUYeCKoW TKaHMW.
AKungeHTanbHasa TpaHchopmaumsa Tumyca 3-4-k dasbl.
CnneHomeranums.

3akntouyeHue. [laHHbIM ciy4ah AEMOHCTPUPYET OTCPO-
YeHHYI MaHudecTaumo cumntomoB BUY-MHPeKumn, KoTo-
pas npoTeKana no TUNy NHEBMOHWK Ha GOHE MMMyHoaedU-
LIMTHOIO COCTOSIHUS.

3apaxeHue geten BUY MOXKET NponcxoanTb OT MHOULK-
pPOBaHHOM MaTepu, PUCK nepeaadn MHPEKLUUW cocTaBnseT
oT 15 go 50%, MHKyGauUMOHHbIM nepuoa — Ao 12 mec.
Ocob6eHHOCTAMMU naToreHesa ABnsgeTcd cnocobHoctb BUY
nopaxatb He3penyl UMMYHHyt0 cuctemy. Cpeau onnopry-
HUCTUYECKNX MHOEKLMIA, MaCKMPYIOLKUX COCTOSHUE WUMMY-
HogedUUMTa Yy AeTen paHHEro Bo3pacTa, Beayllee 3Haye-
HMe mnmeeT uuTomeranus. U3BectHo, 4Yto LIMB o6nagaet
Bblpa*KEHHON MMMYHOCYNPECCUBHOW CMOCOBGHOCTBIO M MpH
BHYTPUYTPOOHOM MHPULMPOBAHUM CNOCOBCTBYET ANUTENb-
HOM NEePCUCTEHLMU U OTCPOYEHHON MaHMPecTaLnn B NocT-
HaTanbHOM nepuoge. dPusnonornyeckas MMMyHHasi Hepo-
CTATOYHOCTb [eTel paHHero Bo3pacTa B COBOKYMHOCTU
C MMMYyHOcynpeccuBHbIM aenctermem LUMB o6ycnosnuBatoT
KJIMHUYECKYIO CUMMATOMATUKY BPOXKAEHHOM /MPUOBPETEHHOM
LUMB-nHbEKLMH.
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AKTyanbHOCTb. HecoBepLlIeHHbIN OCcTeoreHe3 npeacras-
nseT cobon peakoe HacneacTBeHHoe 3aboneBaHue coeam-
HUTENbHOM TKaHW W CKefeTa, XapaKTepuaytouleecs MoBbl-
LEHHON NOMKOCTbIO KOCTEW, AedopmaLmnen cKenetTa, HU3KUM
pOCTOM, aHOMaNnen AeHTMHa. PacnpocTpaHeHHOCTb NaTosio-
MKW B pas/fiMyHbIX CTpaHax Mupa cocTaBaseT 6-7 cny4yaeB
Ha 100000 HOBOPOXAEHHbIX. B 06LEPOCCUNCKUIA perncTp
NauMeHTOB C HECOBEPLUEHHbIM OCTEOreHEe30M BK/IOYEHO
onuncaHune 650 cnyvyaes, U3 KOTOpbIX 421 — y AeTeNn.

OnucaHue KaMHUYecKoro cny4as. [lauyuent TI1.C.,
15 net, noctynun B [OETCKOEe opTornefo-TpaBmaTofiornye-
cKoe otaeneHune Y3 «fopoackass KIMHMYecKas 60/bHUUA
CKOpOM MeanLMHCKOM nomowm um. 1.4. BaHblKMHa» C Kano-
6amMn Ha 601M B 06nacTy rpyagHoro otraena Mo3BOHOYHMU-
Ka, nepuoauyeckne 601uM nocne xoabbbl B WMKPOHOMHbIX
MbllWwuax. [JaHHble xanobbl 6eCnoKOoAT OKOMOo noayroga,
B CBSI3M C YEM NeanaTpoM No MECTY XKUTENbCTBa HanpaBneH
Ha KOHCynbTaLMIO K OpToneay-TpaBMaTtofory, rocnutanu-
3MpoBaH. I3 aHamHe3a (cobpaH cO C/0B MaTepu): NepBbIn
pebeHOK B ceMbe (Bcero umeet 4 geten), or 1-n 6epemeH-
HOCTK (TeyeHne GU3NONOrnYecKoe), 1-x caMOCTOATENbHbIX
poaos (B cpokK). Jo 5-neTHero Bo3pacta poc 1 pa3BuBascs
6e3 ocobeHHocTen. Mocne 5 net nepeHec 35 nepenomos
BEPXHMUX U HUKHMX KOHEYHOCTEN, KOMMPECCUOHHbIX Nnepe-
JIOMOB MO3BOHOYHMKA. N3 nepeHeceHHbIx 3aboneBaHum —
OPBW po 8 pas B rog, ocTpbi 6pOHXMT. HacneacTtBeHHOCTb
W anneproaHaMHes: He OTaroueHbl. B otgeneHumn npu ocmo-
Tpe BbIABASIOTCA AedULNT Beca n pocTta, gepopmanum cTon
W TPYAHOW KNEeTKW; 60Ne3HEHHOCTb NMO3BOHOYHUKA U Orpa-
HUYEeHMe ero NOABMKHOCTU. Ha PEHTreHONOrMYECKUX CHUM-
Kax MO3BOHOYHMKa onpegensiertcsa n3aMeHeHue Ten rpyaHblx
M NOSCHUYHbIX NO3BOHKOB (Th6-L3). B KAMHW4YECKUX aHa-

In3ax KPoBU N MOYM — 6€3 UBMEHEHWNI; B BUOXMMUYECKOM
aHanuse KpoBuM oTmevaeTcs runepdochareMus, rmnoxkam-
emMus, BblpaxKeHHbIN AedUUNT rMapoKcuBmuTammHa D, noBbI-
lweHne wenoyHon docdartasbl. B otgeneHnn nposeneHo
cnegyloliee nevyeHue: KecTkas KpoBaTb, HOLIEHWE Kopce-
Ta, dvsnonpoLeaypbl, npenapatbl BUTamuHa D v Kanbuma
B BO3PACTHbIX JO3MPOBKaX, NOCAe Yero 60,1 B UKPOHOXKHbIX
MbIlWLAX 3HAYUTENBHO YMEHbWWAUCL. 3anof03peHO Teye-
HME HECOBEPLLUEHHOrO ocTeoreHe3a. bonbHOW HanpaBneH
B POCCHUMCKYIO AETCKYl0 KIMHWYECKYIO GOMIbHULY, AMArHO3
B nocneayoLlieM noaTeepanncs.

06cyxaeHue. Taknm 06pas3oM, MPUBEOEHHbIN BbilIE
KIMHUYECKUIM Cllydanh AEMOHCTPUPYET HECBOEBPEMEHHYIO
AMarHoCTUKY HECOBEPLUEHHOro ocTeoreHesa, B pesy/brarte
4yero pe6eHoK B Te4eHMe HECKONbKUX NIET HE MMEN BO3MOXK-
HOCTM MONYYUTb CrneLnanm3npoBaHHy0 NOMOLLb.

3aknyeHune. HecoBeplleHHbIM ocTeoreHes (601e3Hb
«XpycTanbHOro 4yenoBekar», uUnu 6one3Hb JlobwTtenHa —
Bponvka) — 370 reHetnyeckoe 3abofieBaHMe CKeneTta
M COeAUHWUTENIbHOM TKaHW, XapaKTEpPHOW OCOOBEHHOCTbIO
KOTOpPOro ABASIETCS HalnyuMe nepesiomoB Koctewn. [o3gHas
AMarHoCTMKa M HECBOEBPEMEHHO HayaToe neyvyeHwe npu-
BOAAT K paHHEeW WMHBanuam3auuu naumeHTta. Lenbto nede-
HWS HECOBEPLUEHHOro OcTeoreHe3a SBASETCH YnyylleHue
MWUHEepanu3aLmm KocTen, NpeaoTBpalleHMe pasBuTua nepe-
IOMOB, MaKCUMalbHO BO3MOXHOE BOCCTaHOB/EHWE TPyaAO-
CNOCOBGHOCTU M ynydlleHME KayecTBa XWU3HU. [TpumeHsetcsa
XMPYpruyeckoe nevyeHuve nepenomoB, ocTteocuHTes, JIPK,
duanotepanua. MeaumKaMeHTO3HOE JleyeHne BKIOYaeT
Ha3HavyeHue 6udocdoHaToB, rOPMOHa pocTa, npenapaTosB
Kanbuus v BUTamnHa D, nevyeHne oCnoXKHeHUKn, paspabaTbl-
BaloTCA METOAbl FEHHOW Tepanuu.

KnuHunyeckuun cnyyam cuHapoma [ile Mopcbe

ynueBa C.M., JlentoxuHa A.O.
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AKTyanbHocTb. CuHapom [e Mopcbke (De Morsier) BKIto-
YyaeT B cebs rMnonnasuio 3puTebHOro HepBa B COYETaHUMU
C OTCyTCTBMEM/rMNonnasven npo3payHor Meperopoaku,
runoniasnen Mo30nCToro Tena n runodunsapHon AMCOYHK-
umen. MNpu aToM 06aMraTHBIM MPU3HAKOM ABASIETCS rMnonaa-
3Us 3pUTENbHOIO HepBa, TOrAa KaK BblllenepeyuciieHHble
LuepebpanbHble AUCTEHE3NM MOrYT BCTpeYaTbCa B pasnny-
HbIX coYyeTaHusax. BnepBble nauueHTa ¢ runonnasven 3pu-
TenbHoro Hepsa onucan PuB3 (Reeves) B 1941 r. TepMuH
«cenToonTuyeckasa avcnnasus» [le Mopcbe BBen B 1956 r.,
onucaB rpynny NauMeHTOB CO CXOAHbIMU KIMHWUYECKUMMU
nposiBAeHnsMU. Kaxabl NaumMeHT ¢ cenToonTUYeCKOn anc-
nnasven (COM) ¢ HavyanbHbIMW MPOSABEHUAMWU CUHAPOMA
B paHHeM [eTCTBe NpeAcTaBaseT 419 Bpayen-cneunanmncrtos
MHOX€ECTBO MOBOAOB AN5 Pa3MblLLIEHUS.

MpocneKkTMBHOe HabnoaeHwe 3a nauveHtom P.I. npo-
BOAMMIOCH Ha MPOTSKEHUW 4 NeT XUM3HM M MPOoJoIKaeTcs
B HacToslee Bpems.

KnuHuyeckui cnyyan. Peb6eHoK oT 1-1 6epeMeHHOCTH
y COMaTU4YeCcKM 3[40POBON XKeHLWMHbl 21 roga, C HeoTaro-
LWEHHbIM aKyLIepPCKO-TMHEKOIOTMYECKMM aHaMHe30M, MpPo-
TeKaBllen 6e3 OCNOXXHEHUN. Pofbl CpOYHblE, cCaMoCToATE b-
Hble, Macca Tena pebeHka — 3220 r, gnivHa Tena — 52 cm,
oueHKa no wkane APGAR — 7/8 6annoB. B Bo3pacTe 2 cyT
WU3HM pebeHOK onepmnpoBaH No NOBOAY aTpe3nn NUWEeBoaa,
AMCTaNbHOIrO TPaxeonuuleBOAHOrO CBULWA, nocneonepawm-
OHHbIW Nepuoa npoTeKkan 6e3 ocnoxHeHun. Mpun nposeaeHnmn
KOMMNEKCHOI0 KNMHWKO-MHCTPYMEHTaNbHOro 06¢c1e[0oBaHms
LAPYrov NaTonornmM BHYTPEHHMUX OPraHoOB U CUCTEM BbISIBNIEHO
He 6bIN10, 1 B BO3pacTe 2 Hel XKU3HU pebeHOK 6bln BbliNMcaH
13 60MIbHULbI B YAOBNETBOPUTENBHOM COCTOSIHUM.

BrnepBble kanobbl Ha OTCYTCTBME dMKcauun B3rnsaga
W NpOCNeXmMBaHUA 3a npeaMeTamu, pas3malluCTbii ropwu-
30HTaNbHbIA HWUCTarM, CxoAswWeecs Kocornasuve poautenu
npeabssunn B Bospacte 1,5 mec. lNpu ocmoTtpe odpTanbmo-
NIOrOM BbISIB/IEHa BblparKeHHas runoniasuna anucKa 3putesb-
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Short Report

KpaTtkue coobuieHus

HOro HepBa ¢ 06enx CTOPOH. Npu uccneaoBaHUm 3pUTENbHbIX
BbI3BaHHbIX NoTeHuManoB (3BI1) Ha BCMbILWKY U WaxMaTHbIN
naTTepH OCTPOTa 3peHUs onpeaesneHa Ha YpOBHE CBETOOLLY-
weHns. JuddepeHumnanbHy0 AMarHoCTUKY NPOBOAMAN MEXK-
[y M30/IMPOBaHHOM MNaTOIOrMen 3pPUTENbHbBIX MPOBOASLLMX
nyTen, BPOXAEHHbIM HUCTArmMom, rnasHon GopmMon anbbu-
HU3Mma, amoBpo30oM Jlebepa (Leber’'s congenital amaurosis,
LCA). O6cnenoBaHue BKAtoYano nposeaeHune 3BI1 B guHaMu-
Ke, 3KCMNepTHY HernpocoHorpaduto, a 3atem MPT ronosHoro
Mo3ra, OCMOTP U reHeTu4yecKoe obcenenosaHume. 1o gaHHbIM
HeMpoBu3yanu3auuu 6Gbla BbiiBleHa areHesns npo3pav-
HOM neperopofaku. AmaBpos Jlebepa n anbObUHMU3M Obln
WCK/IOYEHbI. YcTaHOBNEH AuarHos: CuHapom age Mopcbe.
CenTtoxna3smanbHas aucnnasuns. CoctossHWe nocne onepauum
no NoBoy aTpe3uu nuuesoaa.

B TeyeHune 1-ro roga *M3HU B HEBPOJIOFMYECKOM CTaTyce
B [OBUraTtenbHOM cdepe coxpaHanacb ymMepeHHas obuias
MbllWEeYHasa rMNOTOHNS B COMETAHWUM C HOPMabHOW AUHAMMU-
KOW peayKuunn pedsieKCoB CrMHaNbHOIMO U OpasibHOro aBTo-
MaTU3Ma, CPedHEN KUBOCTU CYXOXWMIbHbIMKU pedrieKcamu
M OTCYTCTBMEM naToNlorMyeckmx pednekcoB. OTMevanucb
HOpMasbHas AMHaAMMKa MNCUXMYECKOro W peyvyeBoro pas-
BUTUS M TeMMNoBas 3ajeprKa CTaTOMOTOPHOrO0 Pa3BUTUSA
B 1-M MONYroauMu WM3HW C MOCAEAyLLeNn HoOpManusaumen
BO 2-mM nonyroauu. B pganbHeWlwem nNCUXMYEcKoe, pede-
BOE M CTaTOMOTOPHOE pa3BUTME COOTBETCTBYIOT BO3pacTy.
dopmnpoBaHne 6UOINEKTPUHECKON aKTUBHOCTU FONIOBHOIO
Mo3ra Mo AaHHbIM 3neKTpoaHuedanorpadum B AUMHAMUKE
COOTBETCTBOBaNO BO3PaAcCTy, NATONIOrMYECKMX BMAOB aKTUB-
HOCTU He OTMeYanocCb, 4TO MO3BONANO 6e3 OorpaHuyeHuwn
NPOBOANUTL TEpanuio N0 peKoMeHaauun odtanbmonora.

Ha ¢oHe auMHamunyeckoro HabnwogeHus n odpTanbmo-
NIOTMYECKOr0O NeYeHUs (INEKTPO-, N1a3epoCcTUMyNaLma 3pu-
TeNbHOro HepBsa), No AgaHHbIM 3BI1, B AMHaMUKe K Bo3pacTy
6 MeC YW3HU OTMEe4YeHO MosB/eHne cnabblXx YCTOMYMUBLIX
OTBETOB Ha BCMbIWKY cBeTa. [pu ganbHenwem Habnwge-
HUM OTMedvaeTCcs MeASieHHas MOoXUTeNbHas AMHaMMUKa
aMnanTyabl M 1aTEHTHOCTM KoMMoHeHToB 3BI1, coxpaHaeTcs
CHW}EHMEe OCTPOTbl 3PEHMS, OAHAKO LIBETOBOE U MpeameT-
HOe 3peHune coxpaHHbl. OTMeYaeTcs BTOPMYHOE cxoasLieecs

Kocornasue, pebeHOK Hy/aaeTcs B MOCTOSHHOW OYKOBOW
KOppeKLnu.

Bo 2-m nonyroanu *}mn3Hun oTMeyeHo 3amensieHne Habopa
Macchl Tena nNpy HopManbHOW AMHAMWKEe POCTOBbLIX NOKa3a-
Tenen, duanyeckoe pasBuTMe K Bo3pacTty 1 roa oueHuBa-
NI0Cb KaK cpeaHee, AMCrapMOHMYHOE C AedUUMTOM MaccChl
B nNpeaenax 1 cMrmanbHOro OTKIOHEHMHS.

Ha 2-m rogy »uM3HM obpauiano Ha cebss BHMMaHue
OTCTaBaHMe TEMMOB pocTa (CKOPOCTb pocTa cocTaBnana
12,3 cm/rog, oednumt — 1,5 curmanbHbIX OTKNOHEHMS). Mpun
uccneaoBaHMM ropMOHaNbHOro cTatyca Nno pexkoMeHaauuu
3HOKPMHONOra ypoBEHb KOPTU30/1a U TUPEOUAHBLIX FOPMO-
HOB COOTBETCTBOBASl HOPME, WMHCYNMHOMOAOGHbLIN (aKTop
pocta — 16,8 Hr/mn. [MpoBoaMnach KOHcepBaTUBHas Tepa-
nus, o6cnefoBaHue B AMHAMUKeE.

K Bo3pacTy 4 neT B KIMHUYECKON KapTUHE AOMUHUPYIOT
3HOKPWHHbIE HapylWeHUs B BMAE 3a[ePKKM pocTa (pocT —
94 cm, macca — 13,25 Kr, cKopocTb pocta — 5 cm/roa,
nedbuumnT coctaBnsin 2 CUrMasbHbIX OTKIOHEHUS). KOCTHbIM
BO3pacT cooTBeTcTBYET 12—-18 Mec.

Mo pgaHHbIM MPT ronoBHOro mo3ra B JMHaMUKe B BO3-
pacTe 4 neT BbIIBIEHO 06beAMHEHNE NEepPeaHUX POroB BOKO-
BOrO }eNyaoyKa npu HopmanbHoM AnddepeHLMPOBKE KOpbI
M 6enoro BellecTBa ron0BHOMO Mo3lra. [laHHasa KapTuHa
B COYETAHWM C rMMonaasunen cBoda M KoneHa MO30/MCTOro
Tena oTMevyaeTcs Npu runonaasvn/areHe3nmn npo3padvyHomn
neperopoaKku, YTo B COYETAHUN C TMMonnasunemn 3puTenbHoOro
HepBa W 3agHen aonu runodmusa COOTBETCTBYET CUHAPOMY
ne Mopcebe.

3akntouyeHue. Takum o6pasom, NpeacTaBIEHHOE KIu-
HUYecKoe HabnlAeHne WANKOCTPUPYET TUMUYHYIO KapTuHY
OaHHoro opdaHHoro 3aboneBaHua (OMIM #182230), rae
coyeTaloTCs NaToNorUs 3PUTENbHbIX MPOBOAALWMX MNyTEW,
MPT-KapTuHa areHe3uu npo3pavyHoW NMeperopoakn nepea-
HWX OTAEN0B MO30JIUCTOrO TeNa M 3HAOKPUHHbIE HapyLLEHHUS,
CTeNEeHb BbIPaXEHHOCTH KOTOPbIX C BO3PACTOM ycyrybnseTtcs
W onpeaensieT KIMHUYECKYIO TAKECTb COCTOSIHUA MalueHTa.
B HacTosillee Bpema pebeHOK MPOoXoamMT SHOOKPUHONOTrMYe-
CcKoe ob6cnenoBaHue Ang onpeaeneHuns ganbHenwen TakTuku
neyveHus.

KnuHuyeckuu cnyyam TyoepKysesa MHOXeCTBEHHbIX JIOKanu3a-

UUHA Yy feten
IywuHa 3.A., Y3yH A.C.

HayuHbi pykoBoautenb: Kucenesuu 0.K., K.M.H., Ol E€HT
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AKTyanbHOCTb. TyGepKyne3a — WHPEKLUMOHHOoe 3abo-
fleBaHne, KOTOPOE BbI3bIBAETCA MAaTOreHHbIMWM MUKOGaKTe-
PUAMM, OTHOCSALLMMUCS K KNaccy akTMHOOGaKTepUH, NOpPsSaKy
aKTMHOMMULETLI, cemencTBy Mycobacteriaceae, o6pasytouime
rpynny Mycobacterium tuberculosis complex. Ty6epkynes
MHOXECTBEHHbIX JIOKaNM3aLnn y 1eTel NpoTEKAET C Npenmy-
LWECTBEHHbIM NMOPaXKEHNEM BHYTPUIPYAHbLIX NTMMdATUHECKMX
y3/10B, @ TaK}Ke B BUAE MUIMAPHOIro TyGepKyes3a IErkux.

KnuHunyeckuin cnyvam. AHaMHE3 KW3HU: [eBOYKa
2017 r.p., oT 3-1 6epeMEHHOCTH, 2-X onepaTUBHbIX POAOB Ha
cpoke 27-28 Hef. bepemeHHOCTb NpoTeKana Ha ¢doHe apTe-
puUanbHOM rMNEePTEH3MHK, C YTPO30KM NpepbiBaHKs Ha 5-¢1 Hep,
TakXe Ha 22-i Hep 6blfia yrpo3a npepbiBaHUs Ha GoHe UaK-
onaTtuyecKkom TpomboLmMToneHnyecKom nypnypbl. Macca Tena
npu poxkaeHmn — 1100 r, oueHKka no APGAR — 7/7 6annos.
C poXKAeHMs Haxoaunacb Ha WMCKYCCTBEHHOW BEHTWUASLMMK

Nerkux, 6blnm NpoBeaeHbl peaHMMaLMOHHbIE MEPONPUATHS.
lMepeBeneHa B nepuHaTaibHbiM LEHTP, rAe Haxoaunacb
no 2 mec 10 gHewn, ¢ gMarHo3om: BpoxkaeHHast MHEBMOHMS.
LlepebpanbHas rMnoKcusa. HeoHaTanbHas »entyxa. AHEMUS
HeJOHOLWEeHHbIX. PeTMHONaTMs HeJoOHOLWEHHbIX 2—3-¢1 cTene-
HU. [eMaHrMomMa KOXu CnuHbl. C pOXAEHUS Ha UCKYCCTBEH-
HOM BCKapMm/AnBaHWKU, NpPodUNaKTUYECKME MNPUBUBKKU He
NPOBOANIUCD.

dTU3nMaTprMyeckut aHamHes: B pogaome BLK-M He
BaKUMHUpOBaHa. bbin Ty6epKyne3Hbld KOHTaKT C OTLOM
(MHPUNbTPaATUBHLIN Tyb6epKyne3 npaBoro jerkoro, dasa
pacnaga M ob6cemeHeHUss, MUKOGaKTepun TybepKynésa
(MBT) (+)).

AHaMHe3 3aboneBaHus: 3abonena, No cnoBam Matepu,
B MapTe 2018 r. (B BO3pacTe 4 mec), Koraa nosiBuAcCs npu-
CTYyrnoo6pasHbIi Kallefb ¢ an1M3o4amMn pBoTbl Ha GOHE HOp-



ManbHOW TeMnepaTypbl Tena. bbina ocMoTpena neaMaTpom,
Ny1bMOHOIOFOM W annepronaorom. HasHayeHa cumnToMaTm-
yeckasa Tepanus (bygecoHma) — 6e3 adpdekTa.

B ntoHe 2018 r. (B Bo3pacTe 7 MecC) B CBA3M C YCUNEHU-
€M Kaluna BbIMNOSIHEHA peHTreHorpadus opraHoB rpyaHoOMn
KNETKK, BbIBNEHbI U3MEHEHUS B NEerkux. [leBoyka 3IKc-
TPEHHO rocnuTanu3vMpoBaHa B [IeTCKYIO FOPOACKYK Kiu-
HUYecKy 6onbHuLy N2 9O, rae Obln MOCTaBAEH AMArHos:
[IBYCTOPOHHASA OCTpas MNoAMCerMeHTapHass MHEBMOHMUS.
BpOHX006CTPYKTUBHbIVM CUHAPOM. [bixaTenbHas HegocTaTou-
HOCTb | — Il cTeneHu. NpaBOCTOPOHHMI WENHBIN TMMPAAEHUT.
Monyyana aHTMGaKTEpUaNbHYO Tepanuio CcyabTaMULMAINU-
HOM, K1apWUTPOMMLMHOM, aMUKaLMHOM, UHransiuumn ¢ 6yae-
COHMAOM, unpartponusa 6pomuaom. Y3 opraHoB 6GpHOLIHOM
NoAOCTM M MOYEK: 3xorpaduyeckne MpusHaku runepnna-
31N Me3eHTePHabHbIX TMMbaTUYECKUX Y3/10B, CNeHOMe-
ranns. Y3W MArkux TKaHen Lweun: axorpadpuyeckue npu-
3Hakn numdageHuta. NccnegoBaHMe MOKPOTbl METOAOM
NIOMWHECLEHTHON MMKPOCKOMUU: OBGHapYXKeHbl KWUCNOTO-
YCTOMYMBbIE MUKOBAKTEPUU. AHANM3 MOKPOTbl Ha MBT meTo-
nom TMUP: o6HapyxeHa JHK MBT complex, yyBcTBUTENbHAA
K pudamMnuLmHy.

B utone 2018 r. nepeBeneHa B Ty6epKyne3Hoe ieroyHoe
neanaTtpuyeckoe otgeneHrve N2 1. CocTosiHME Ha MOMEHT
OCMOTpa TSAXKEeNoe 3a CYET BblParKEHHbIX CUMMNTOMOB Ablxa-
TeNbHOM HEAOCTAaTOYHOCTH, MHTOKCUKaLMK. Ha ocmoTpe 6ec-
NOKOMHa, 0TMeYaeTCs NOCTOSHHOE NOAKaLLnBaHKe, LWyMHoe
AblxaHWe. ANMNEeTUT CHWXKEH, BOAYy MbeT. KOXHble MOKPOBbI
YUCTble, NepuopbuTanbHblM U NepuopasnbHbii LMAHO3, Ha
KOXe CMWHbl cnpaBa remaHrnoma. OfblliKa CMeELWaHHOro
XapaKtepa, C yyacTueM BCrnomMorateflbHOM MyCKynaTypbl.
OTmevaeTcs onyxoneBuaHoe o6pa3oBaHME B LLEMHOW U Noa-
YyentcTHoM obnacTax cnpasa. Manbnupyotes nepudepunye-
CcKune numdaTndeckue yanol B V rpynnax go Il — lll pasamepa,
nogyentoctHon ysen — po IV pasmepa, numdaTnyeckue
y31bl B WEMHON rpynne cnpaBa MHOMXECTBEHHbIE, MOTHbIE,
NoABUXKHbIE. B Nerknx *ecTkoe AblxaHwe, 3aTpyAHEH BblAoX,
BbICNYLIMBAIOTCA PeAKMNE KpenuTupytoLwne xpunel. Y/, Bo Bpe-
Ms cHa 52/MuWH, BO Bpemsa 604pCTBOBaHUS — A0 96/MUH.
KAMHUYECKUI aHanu3 KpoBu: Neikountos (13,2x109/n),
remornobuH (84 r/n), c/a Hentpodunbl (60%), 303MHOPUNbI
(14%), CO3 (20 mm/4); »enezo (2,9 mMKkMonb/n). AHanu3a

Mo4YM B npegenax Hopmbl. AHanM3 CAMHHOMO3rOBOW XWA-
KOCTW B npegenax Hopmbl. AHanmM3 nukBopa Ha MBT meTo-
gom MUP — AHK MTB He o6HapyxeHa. [loceB MOKpOTbI
NIOMWHECLEHTHBIM METOAOM — OTpuuaTenbHbin. MasKku
13 3eBa, Mova Ha MBT metogom lMLUP — oTpuuaTenbHble.
MccnegoBaHne KpoBW, NIMKBOPA, MOYM Ha TOKCOMNa3Mo3,
BUpyc AnuwTtenH-bappa, uMtoMeranoBupyc, BUpYC repreca
metogoMm [P — oTpuuatenbHble. AHaNM3 mMasKa Ha rpu-
6bl — BblaeneHbl Candida spp. Peakuust Ha npoby MaHTy
¢ 2TE NMN-J — 7 mm ¢ netexuamun. PeaKuus Ha npoby
¢ ATP — otpuuatenbHas. 3KI: cMHAPOM paHHeW penonspu-
3aUun Kenygodkos. Y3U cepaua: He3HauyuTenbHas avnaTta-
LS MpaBOro enyaoyKka, 1eBOro U nNpaBoro npeacepaves.
Y3W opraHoB 6pIOLWHON MONOCTU: KalbLMHATbl B CENEe3EHKE.
KoHcynbTauua 6poHxofiora: y4uTbiBas, 4TO AblxaTenbHas
HeAoCTaTOYHOCTb ¥ pebeHKa cBA3aHa C MaCCUBHbLIM Tybep-
KyNe3HbIM MpOoLEeccoOM B N€roO4HOM TKaHW M OTCYTCTBMEM
NPU3HAKOB MOPaXeHUS KPYMHbIXx GPOHXOB, MpoBefeHue
GPOHXOCKOMUKM He Moka3aHo. KoHcynbTauus MMMyHonora:
M3MeHeHUs T-KNEeTOYHOro 3BEeHa COOTBETCTBYOT OCTPOMY
BOCnanuTenbHoOMy npoueccy. lNpoBoanance NpoTMBOTYGEpP-
KynesHoe fiedeHue no | pexxummy.

B aBrycte 2018 r. oTMe4aeTcs MOSIOKUTENbHAA OWHa-
MWKa B KIMHUMYECKOM aHanuM3e KPoBWU, BGUOXMMUYECKOM
aHanuse Kposw. MonoxuntenbHaa agMHamunKa Ha KT opraHoB
rPYAHON KNETKM B BUAE YMEHbLUEHWS, HAaCTUYHOMO paccachl-
BaHWS M YNIOTHEHWUA MHOUNBLTPATUBHbBIX U3MEHEHMI C ABYX
CTOPOH.

B anpene 2019 r. nonoxutenbHas AMHaMuKa Ha KT opra-
HOB TPYAHOM KNETKWM B BUAE YMEHbLUEHUS pacrnpoCcTpaHeH-
HOCTM y4aCTKOB KOHCONMAALMMN B NIEMKMX.

B HacTosllee BpeMs (4epesd 15 Mec OoT Havyana nevyeHus,
B Bo3pacTe 1 rog 10 Mec) COCTOSIHWME CpefHEeW TSKecTu
3a CYeT OCHOBHOro 3aboneBaHus. OTcTaeT B GU3NYECKOM
M pevyeBoM pa3BUTUKU. Ha ocmoTpe akTnBHasa. Koxa n Buau-
Mbl€ CIM3WUCTble PO30BbIE, YUCTbIE. B NErkux AbixaHue nya-
PUIbHOE, XPUMOB HET.

3aknoyeHune. Taknm 06pa3oM, Mbl XOTENM MOKa3aTb
TPYAHOCTM AMArHOCTMKM Ha aTane obllen neyebHOW ceTu
M OCOBEHHOCTU TeyeHus Tybepkynesa y pebeHKa paHHero
BO3pacTa C OTArOWEHHbIM CEMENHbIM aHaMHE30M, He BaK-
LIMHUPOBAHHOIo BaKLUMHON BLIK.

KnnHuyeckuu cnyyam renatonyibMOHa/lIbHOro CUHApPOMaA

KanpaHosa M.C.

Hay4Hbi# pykoBoauTennb: NMonsakosa C.U., A.M.H., npodeccop
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AKTyanbHOCTb. [enatony/ibMOHasbHbI CUHAPOM — 3TO
naTofIorMYecKoe COCTOSIHWE, XapaKTepuayloleecs Tpuaaon:
pacliMpeHre M aHrMOHeOoreHe3 BHYTPUIErOYHbIX COCYA0B
W HapylleHWe BEHTUASLMOHHO-NEPdPY3MOHHOIO COOTHOLIE-
HUS. [AMarHoCTUYECKME KpUTEPUWM renatonylbMOHaNbHOro
cvHapoma:

1) Hann4ymne XPOHMYECKOro NoparKeEHNsa NeveHu;

2) yBeNMYeHUe afnbBEONSPHO-apTepUanbHOro rpagmMeHTa
Ha 15 MM pT. CT,;

3) Hannune aunaTauMu BHYTPWIETOYHbIX COCYAOB Mpu
npoBeAeHNM 2-MepHOW TpaHCTOopaKalbHOM KOHTPacTHOWM
axoKapaunorpadun (3xoKI) nnm pagMon3oTonHOro CKaHMpo-
BaHWS C MaKpoarpermpoBaHHbIM anbObyMUHOM.

KnuHWYecKasa KapTrHa CONpPOoBOXKAAETCA TaKMM NaTorHo-
MOHMWYHbIM CUMNTOMOM, KaK OPTOAEOKCHS (YCUNEHNE TUMOK-
CEMWM B BEPTUKANIbHOM MOMOXKEHMM). YNyYLLEHNE COCTOAHUS

CBSI3aHO C YCUJIEHMEM KPOBOTOKA B OCHOBAHWMW IETKUX NOJ
CWJION TAXECTU.

YactoTa BO3HMKHOBEHMSA JAHHOMO CMHAPOMA Yy NauueH-
TOB C LMPPO30M neyeHu coctaBnsaet or 4 0o 47%. lMatunetHas
BbI)XMBAEMOCTb MaLMEHTOB C renatonyibMOHaNbHbIM CUH-
apoMomM 6e3 TpaHcnnaHTauuu nedyeHn coctaBnsetr 23%,
y NauneHToB 6e3 renartonybMOoHaabHOro cuHagpoma — 63%.

KnuHunyeckuin cnyvam. [eBoyka 7 neT C AnarHo-
30M «BTOPUYHbIN GUAMAPHBIK LMPPO3 MneyeHu». PebeHoK
OT 4-i 6epeMeHHOCTH, 2-X CPOYHbIX poaoB, 39 Hepn recra-
UMK, npoTeKaBlwen Ha GoHe yrpo3bl NpepbIBaAHUSA, XPOHU-
yeckon deTtonnaueHTapHOn HegocTatoyHOCTU. Macca Tena
npu poxaeHnn — 2950 r, gnnHa Tena — 52 cm, oueHkKa no
wkane APGAR — 8/9 6annos. lNepeHeceHHble 3aboneBa-
Hus: OPBW, BeTpsiHaa ocna. Annepruyeckui aHamHes: He
OTATOLLEH.
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Short Report

KpaTtkue coobuieHus

AHaMHe3 3aboneBaHus. PebeHOK 60NeH C poXAeHUs,
CO CNTIOB MaTepu, KEeNTyLIHOE OKpalMBaHME KOXHbIX MOKPO-
BOB OTMEeYasoCb C MOMEHTa BbIMUCKK U3 POAUSILHOIO AoMma.
HapacTaHue }enTyxm oTMedanocb co 2-ro Mec 1M3Hu. B Bos-
pacte 2 MeC No 3KCTPEHHbIM NOKa3aHUAM rOCNUTaNU3npo-
BaHa B OTAe/NIeHMe NaToNorMnM HOBOPOXKAEHHbIX C Xanobamu
Ha MKTEPUYHOCTb KOXHbIX MOKPOBOB, 06ECLBEYEHHbIN CTy,
naoxyto npubaBKy B Bece. [uarHoctMpoBaHa 6GuaMapHas
aTpesua u B BO3pacTe 3 MeC BbINOSIHEHA MNOPTOIHTEPOCTO-
mMusi no Kacau, 6Moncus neveHy nogTeepanna anarHos «BTo-
PUYHBbIN BGUAKApPHbLIA UMPPO3 nedvyeHn». Mopdonoruyeckas
KapTMHa COOTBETCTBYET aTPE3MU KENYEBbIBOAALWMX MyTEN,
aTpes3unu KenyHoro ny3bips ¢ GopmMMpoBaHUEM BUAMAPHOIO
UMppo3a (MHAEKC MMCTONOMMYECKOW aKTMBHOCTK o Knodeli
5 6annoB — MArkas).

HecmoTps Ha NpoBOAUMYIO TEpanuio (CMMNTOMaTUYECKYO
M TOPMOHOTEPANUIO B TeYeHUe 2 Mec), y pebeHKa coxpaHs-
JINCb KENTYLUHOCTb KOXHbIX MOKPOBOB, MKTEPUYHOCTb CKAEp,
o6ecLBEeY€EHHbIN CTyN, CUHAPOM LMTONM3a, Xonectasa, rmno-
anbbymmnHemusa. B TedyeHune 7 neT exerogHo Habnwoganacb
B CMeLmManmM3npoBaHHOM XMPYPrMYECKOM OTAENEHWMN.

30.12.2020 — nnaHoBas rocnutann3auns B OTaeNeHue
racTpoaHTeponoruu B ®egepanbHom LeHTpe. Mpu noctynne-
HuuK: pocT — 120 cm (50-75-1 nepueHTUnb), Bec — 21 Kr
(50-75-1 nepueHTUNb).

dusnyeckoe pasBuTHE cpefHee, rapMoHMYyHoe. Koxka
61efHas, yMEPEHHO BNaxHas, Yncras. Bugmmole cnmsunctole
060/104KMN 6/1€AHO-PO30BbLIE, YACTbIE. PacluMpeHHas MoaKOXK-

Hasi BEHO3Has CETb Ha KOXe XMBOTa U Anua. AKpounaHos.
LlnaHo3 Hocory6Horo TpeyronbHuKka. Jedpopmauus nanbLueB
B BuAe 6apabaHHbIX NanoyeKk, HOrTem — B BWUAE YacOBbIX
cTtekon. MNevyeHb +1 cM U3-Noj Kpas pebepHon ayru, naoTHo-
31aCTUYHOM KOHCUCTEeHUMK, 6e36one3HeHHad. Cene3eHKa
+3 c™M mn3-nog Kpas pebepHon ayru. OcTalbHble CUCTEMBbI
6e3 nartonoruu. Xanobbl: ofblllKa, YyTOMASEMOCTb, LuWa-
HO3, CHU}EHUE PU3NYECKON aKTMBHOCTU. lNpu npoBeaeHumn
nynbCoKcumeTpumn: nexa Sp02 = 84%, ctoa Sp02 = 79%,
4YTO rOoBOPUT 06 OPTOAEOKCHMU, HAMYUN apPTEPUOBEHO3HbIX
WwyHToB. O6pallaeT Ha cebd BHUMaHWE TAKECTb COCTOSHUS,
He COOTBETCTBYOWAsA NEeYEHOYHON HEAOCTAaTOYHOCTH.

®yHKLUMOHaNbHbIE NPO6bLI NevyeHn 6e3 0coBGeHHOCTEN,
Nno AaHHbIM MHCTPYMEHTaNbHbIX UCCnefoBaHu: Anddy3HbIe
M3MEHEHMS MapeHXMMbl NEYEHM C NPUBHAKAMK BHYTpPUNEYe-
HOYHOWM NOpTanbHON TMNEPTEH3UN.

B avHamuke 3a 2013 no 2020 rr. — noBbilEHWE YPOBHS
3PUTPOLIMTOB, LBETHOMO MOKas3aTens, reMaTtokputa Benea-
CTBME XPOHUYECKOMN MMMOKCHUMN.

HecmoTpa Ha KOMMEHCUPOBAHHbLIA LMPPO3 MEYEHH,
renatonynbMOHasbHbIA CUHAPOM, TpebyeTca KOHCyAbTalus
Ha NpeaMeT TpaHCnaaHTaUUn NeYeHu.

3akntoyeHune. CBoeBpeMEHHasa TpaHcnaHTauuMa neve-
HW Yy NUL, C renaTonynbMOHaNbHbIM CUHAPOMOM CHUXKaeT
netanbHOCTb € 63 A0 9%. [10CTYNHbLIM UHCTPYMEHTOM ANArHO-
CTUKM apTEPMOBEHO3HbLIX LWYHTOB ABASETCA OnpeaeneHue
pasHuLbl napuuanbHoro aasnexnns O, B MONOXKEHUN Nexa
n CcTOS.

KnuHuyeckumn cnyyam cuHapoMa BPOXKAEHHOU LEHTPaANbHOMU
rMNOBEHTUNALUU, AUArHOCTUPOBAHHOIO Yy pebeHKa

B HEoOHaTaJibHOM nepuoje

KoccoBa A.A.
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AKTyaNbHOCTb. BpoxXaeHHbIN LeHTpalibHbIM
TMNOBEHTUNSALMOHHBIN  cuHAPOM  (congenital central
hypoventilation syndrome, «CMHAPOM MPOKAATUS PYCaNKu»,
CUHAPOM YHAMHBI) — opdaHHOEe ayTOCOMHO-AOMWHAHTHOE
3abonesaHne (OMIM #209880), xapaKTepuaytolleecst Hapy-
LWeHMeM aBTOHOMHOMO KOHTPOAS AblXaHWs B OTCYTCTBUE HEPB-
HO-MbILLIEYHbIX, IErOYHbIX, KapAUONOrMyecKknx 3aboneBaHuim
WKW MOopa*KeHust cTBofla Mo3ra. Bnepsble AaHHbIM CUHAPOM
6bin1 onucaH B 1978 rogy Haddad v coaBT. y Tpex nauu-
€HTOB, KOTOpble YMEP/N B NepBble MeCsUbl XW3HW, 3aTeM
B 1980 rogy Stern u coaBT. onucanuM CUHAPOM YHOWHbI
Yy HOBOPOXAEHHOro Masnb4yuKa. HapyleHue aBTOHOMHOMO
KOHTPONS AblXaHWs NPUBOAWT K HeaJeKBaATHOMY BEHTUNSALM-
OHHOMY OTBETY Ha TMMEPKaNHUIO U TUMOKCUMUIO. [lbixaHue
HOpMasbHOe BO Bpemsi 60APCTBOBAHMS, HO BO BPEMS CHa
y 60/1bHbIX HabAaeTcs rMNoBeHTUNALNS. B Hanbonee Taxxe-
NbIX CNyYaaXx rTMNOBEHTUAALMS Y NaLMEHTOB HabNoAaeTCa Kak
BO BpeMS$ CHa, TaK 1 BO Bpemsi 604PCTBOBaHMS.

KnuHunuyeckum cnyyan. Pe6eHOK OT comMaTUyecKn 340-
POBOW XeHLWMHbI 25 neT, oT 1-n 6epeMeHHOCTHU, NPoTEKaB-
wewn B 1-M 1 2-M TpumecTpax 6e3 0Co6eHHOCTEN, B 3-M TpU-
MecTpe — C yrpo3ow npepbiBaHusa. Ha cpoke recrauuu
20 Hep no gaHHbIM ynbTpasdBykoBoro (Y3W) CKpuHWHra
3anofo3peHa aTpe3uns nuueBoja C TpaxeonuiieBOAHbIM
cBuweM. Poabl npexaeBpeMeHHble, Ha 34-i Hep rectauuu,

onepaTtuBHble. OueHka no wkane APGAR — 4/5/6 6an-
nos. Macca Tena pebeHka — 2145 r, gavHa Tena —
48 cMm. TpU pOXKAEHUN TAKECTb KIMHUYECKOrO COCTOSHMUS
obycnoBneHa AblxaTelbHOM HeAOCTaTOYHOCTbi. PebeHoK
MHTY6MPOBaAH B POAMIbHOM 3afe, NepeBeAeH Ha WCKYyC-
CTBEHHYIO BeHTUnauuto nerkux (UBJ1), B cBS3K ¢ apTepwu-
albHOW TMMNOTEH3WEN Ha3HayYeHa KapAuoTOHMYecKas noj-
OepxKa (gonamMumH 5 MKr/Kr/4) ¢ NOCTENEHHOW OTMEHOW
nocne ynydweHus cocTosiHus. B HeBponornyeckom cra-
Tyce OoTMeYancs CUHAPOM yrHeTeHus. ATpesus nuuieBoaa
He NoATBepXKaeHa.

B Bo3pacTe 4 cyT *KM3HM pebeHOoK 6bl/l NepeBeaeH B oTae-
fleHne peaHrMaunn U MHTEHCUMBHOW Tepanun HOBOPOXKAEH-
HbIX MOCKOBCKOI0 06/71aCTHOIO LIEHTPa OXpaHbl MaTePUHCTBA
n getctBa. lMNpu NOCTYNNIEHMU COCTOSIHME TSXKenoe 3a cyeT
[bIXxaTeNbHOW HEAOCTAaTOYHOCTH, pecnupaTopHas MOAAEPK-
Ka metogom WMBJ1. B HEBpOSIOrMYECKOM CTaTyce CUHOPOM
YrHETEHUS, KIMHUYECKMX Cyaopor HeT. KoxKHble MOKPOBbI
UKTEPUYHbI, MUKPOLMPKYNSLMA yaoBaeTBopuTenbHas. MNpu
aycKynbTauuu AblxaHne ocnabneHHoe nyapuabHoe, MpoBO-
AMTCS BO BCE OTAE/bl, BIAXHble MeKony3blpyaTble Xpumbl,
npuv CaHauuW BEPXHWMX AblXaTebHbIX NyTel U3 WHTyGaLu-
OHHOM TPYBGKKM MNoay4yeHa CAu3ucTas MOKpoTa B 60/blLIOM
Konnyectee. [emoanHaMmnKa cTtabunbHa. o xenygoyHomy
30HAY — OTAENsiEMOE C MPOXMNKaMu 3eneHn. nBoT B3ayT,



nepuctanbTMKa He BbicnywmnBaeTtca. CTyna npu ocmoTtpe
He 6blno. lMonoBble opraHbl cHOpPMUPOBaHbI MPaBUIbHO
Mo YXEHCKOMY Tuny. lMype3 4oCTaTOUHbIN.

Mo gaHHbIM O6LLEro aHann3a KPOBW BbISBEH JIEMKO-
unTo3 (18x109/n), TpomboLMTONEHNS (66x10°/N). TaecTb
COCTOSIHUSA pebeHKa Ha MoMeHT nepeBog B OPUTH 6bina
o6ycnoBieHa Te4eHMeM HeoHaTanbHOM MHEBMOHUKU U HEKPO-
TUYECKMM 3HTepoKoanToM (HIK) 2-i ctagum.

Ha ¢oHe npoBoavmon Tepanuu sBneHnsa HIK n nHeBMOHUK
OblNM KyNMpoBaHbl. B CBSA3K € ynydlWEHWEM COCTOSIHUA npes-
NMPUHUMaNUCb HEOAHOKPaTHbIe MOMbITKM MepeBoAa pebeHKa
Ha ManoWHBa3MBHYIO BEHTUASALMIO, OfHaKO Yepe3d 15-20 y
Habnaanucb CTepeoTUnHas oTpuuaTeNbHas AMHaMUKa Kau-
HWYECKOrO COCTOSIHUS 3a CHET HapacTaHUs AblXaTeNbHOM Hefo-
CTaTOYHOCTM Ha ¢dOHe HapacTalolWen Mblle4YHON FMMNOTOHUK,
pasBUTME WM HapacTaHWe PECNMPATOPHOro aumnaosa U BO3HMK-
HOBEHMeE rMyBOKOro anHo3, 3a Yem ciegoBan NOBTOPHbIN Nepe-
BoA Ha MBJ1. B TeyeHune cneaytowmnx 2 Hea 6b110 NpeanpuHaTo
5 6e3ycnellHbix MOMbITOK nepeBoja pebeHKka Ha camocTos-
TenbHoe AbixaHue. Kpome HapacTaHus cnabocTu AblxaTelbHOM
MYCKynaTypbl, MHbl€ NMPUYUHBI OblXaTeIbHOW HEeJOCTaTOYHOCTH
OblIM UCKNKOYEHDI, YTO CTaNo OCHOBOW AN19 NpoBeaeHus and-
depeHumanbHO-AMarHoCTUYECKOro Noucka opdaHHbIX, B TOM
yucne HacneacTBEHHbIX HEPBHO-MbILEYHbIX, 3a601E€BaHNUN.

lMpoBeAeHO KOMMIEKCHOE  KIWMHWKO-NabopaTopHoe
W WHCTpyMeHTanbHOoe o6cneaoBaHue. 10 AaHHbIM HeEWpo-
coHorpadum Ha 15-e CyT XKM3HW Oonpeaensnucb NpPU3HaKu
CTPYKTYPHOW HE3pPenocTu B BMAE YMEPEHHOro OLHOPOLHOro
MOBbILWEHUS 3XOreHHOCTU MEPUBEHTPUKYNAPHBLIX 30H, BU3Y-
anusauuu nosiocTM Npo3payvyHor neperopoaku. Y3U Tumy-
ca — 6€e3 naTofornun. AneKtTpoHenpommnorpadus Ha 19-e cyTku
U3HU — AKCOHOAEMMUENMHUIUPYIOLNE W3MEHEHUS NETKOM

CTENEeHN BbIPaXXEHHOCTU, BEPOSITHO, 3a CHET 3a[epPrKKN MUue-
NIMHU3AUMN HEPBHbLIX BOJIOKOH. TEKyLEero JeHepBaLMOHHOro
npouecca He BbisiBNeHo. MPT ronoBHoro moara Ha 18-e cyT
WU3HW — CTPYKTYPbl FOJIOBHOrO M0O3ra chpopMUPOBaHbI Mpa-
BUJIbHO, LilepebpalbHbIX AUCTEHE3UIR U KITMHUYECKM 3HAYUMbIX
CTPYKTYPHbIX UBMEHEHUI He BbiiBNEHO. MUHUMasbHOE paclun-
peHWe HapyKHbIX IMKBOPHbIX MPOCTPAHCTB MO OTKPbLITOMY TUMY.

AHaNM3 KPOBU METOAOM TaHAEMHOM MacC-CNEKTPOMETPUHN
Ha HacneacTBeHHble 60n1e3Hn obMeHa — aMuHoauuaona-
TWUW, OpraHMyeckne aunaypun, gedeKkTbl MUTOXOHAPUANbHO-
ro 6eTa-OKUCNEHNS UCKITIOYEHBI.

AHTUTENA K aLLETUNIXONIMHOBbLIM PELIENTOPAM U CKENTETHbIX
MbllLLL@X — OTpULLATENbHbI.

CeneKTUBHbIN CKPUHUHI — KOHUeHTpauua FGF-21
B nnasme KpoBu 6onee 4000 nr/mn, 4TO MOXKET COOTBET-
CTBOBATb MUTOXOHAPUWANbHbIM 3a60/1€BaHUAM U HapyLEeHU-
SIM YKMPOBOrO W YrNeBoHOro o6meHa.

[na yToyHeHWa anarHo3a nocne KOHCynbTaluKu ¢ reHeTu-
KOM ¥ HEBPOIOroM POCCUMCKOM AETCKOW pecrnybiMKaHCKOM
KNMHWYECKON 60nbHULbLI AnddepeHLManbHO-gnarHocTnye-
CKMIW MOWUCK MPOBOAMNCS B cneaylolmx rpynnax 3abonesa-
HUW: 1) MUKOreHo3bl; 2) MUTOXOHAPUaNbHble 3a60/1IeBaHNS;
3) BPOXKAEHHbIN LeHTpanbHbii TMAOBEHTUNALMOHHbBIA CUH-
npowm; 4) cuHapom daumno — JloHge.

Mo peaynbTatam reHeTM4ecKoro aHanusa BbiBNEH
GCN noBTop B reHe PHOX2B, 4yto noarBepavno avarHo3s
BPOXAEHHOI0 LIEHTPaNbHOr0 TMNOBEHTUAALMOHHOIO CUH-
apoma. B Bo3pacte 3 mec XuM3HU pebeHoK 6bln nepeBeaeH
B ®IBY «HauMoHanbHbl MEAULIMHCKUIA UCCNefoBaTeNbCKUM
ueHTp uMm. B.A. Anma3zoBa» MuH3sagpasa Poccun ans pelue-
HMS BOMpOca O NOCTaHOBKe CTUMYyNsaTopa AnadparmanbHbix
HEepBOB.

KnuHuyeckuu cnyyam Te4eHUs OoCTPporo remaTtoreHHoro
mMmeTtadm3apHOro octeomuesiMta nNpaBom Nie4eBou KOCTHU
U BPOXAEeHHOWU NHEBMOHUU JOHOLUEHHOro Y HOBOPOXXAEHHOIro

KypakuHa A.O., AnaBepasH 0.0., MaHyyapsH M.B.
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BY3 «[eTcKasa ropoackas KnnHuyeckas 6onbHuua N2 9 um. I H. CnepaHckoro JM3», MockBa, Poccuiickas Penepauus

AKTyanbHocTb. OHOM N3 Npo6sieM B COBPEMEHHON Meaun-
LMHE B LLE/IOM U HEOHATOOMMK B YaCTHOCTM OCTAETCS OCTEO-
MWENUT HOBOPOXKAEHHbIX, KOTOPbIA, SBAASCb PEAKUM BOC-
nanutenbHbIM 3ab0/eBaHNEM KOCTHOM TKaHW, Bbl3blBaeTcs
6aKTEPUSIMU NPEUMYLLLECTBEHHO CTAadMNOKOKKOBOW rpynmbl.

OcTteoMmennT MOXeT NpoTeKaTb KaK JoKanbHoe 3ab0-
NneBaHve, a MOXKET 6biTb OAHWM M3 04aroB HeoHaTaslbHOro
cencuca. OcTpbln rematoreHHbin octeommenut (OI'0), BO3HM-
KaloLWWih y aeTen paHHero Bo3pacta, MMEET CYLLECTBEHHbIE
OTANYMS, O06YCNOBNEHHble aHaTOMO-OU3NONOTUYECKUMMU,
WMMYHONOrMYECKUMN, MUKPOOMONOTMYECKUMU OCOBEHHO-
CTSAMWU B6O/bHbIX 3TOW BO3PACTHOM rpynnbl.

KnuHuyeckun cnyyan. [leBoyka B., poaunacb B yaoB-
NIETBOPUTENIBHOM COCTOSIHMKU. PebeHoK oT maTepu 19 ner,
comaTuyeckue 3aboneBaHWss matepu — nuenoHedpur,
rmapoHedpo3, KUCTa NpaBoOW MOYKKU, FTMHEKOSIOFMYECKEe —
ypeannasmos, KaHanaos. Pe6eHoK oT 2-i 6epeMEHHOCTH,
2-x poaoB. [laHHasa 6epeMeHHOCTb C Yrpo30M NpepbiBaHUSA
B 6—8 Hef (CTauMoHapHoe nevyeHune), Bo 2/3 KaHAMA03 BNa-
ranuuwa (Kknotpumason), B 3/3 OTEKMU, NOBLIWEHUE apTepu-

anbHoro gasnenus go 80 MM pT. CT. (NpMHUMana npenapart
MeTungona), obwas npubaBka Beca +28 Kr. Macca Tena
npu poxaeHmmn — 4150 r, gamHa — 54 cm, APGAR — 7/8
6annoB. Cpa3sy nocne pPOXAEHUS — OTCYTCTBUE [OBUIKE-
HWUW B NpaBOW BEPXHEN KOHEYHOCTHU, cnabas ABuratesbHas
aKTMBHOCTb B KMCTWM, OTEK MpaBov nne4yeBOn ob6GnacTH,
NpaBoro npeanneybs, KOXHble MOKPOBblI HE 3MEHEHbI. Ha
peHTreHorpadum npaBon BEPXHEN KOHEYHOCTM B 2 NpPOEK-
LMSAX KOCTHbIX TPAaBMaTUYECKMUX MOBPEXKAEHMI HE BbiSBie-
HO. HeoHaTanbHas xentyxa pa3Buiacb Ha 2-e CYT KWU3HW.
1o COBOKYNHOCTM AaHHbIX Obln BbICTaBfEH AMarHo3: lapes
OwoweHa — 3pba, rMnepounnMpybruHeMuna HOBOPOXKIAEH-
HbiX. B Bo3pacTe 3 gHen ans ganbHenwero o6cneqoBaHus
W nevyeHus nocTynaeT B HeoHaTanbHoe oTtaeneHue AIKb
N 9 mm. IH. CnepaHcKoro. lpu NocTynjieHun cocTosiHne
cpeaHen CTeneHn TAXKEeCTU. TAXKeCTb COCTOSHMSA 0BycnoBe-
Ha NpU3HakamMmn MHOEKLMOHHOIO TOKCUKO3a, AblXaTeNbHbl-
MW pacCTpoONCTBaMMu (BTSXKEHUS YCTYNYMBBLIX MECT rpyaHOM
KNETKM Npu 6€CNOKONCTBE, ayCKY/NbTaTUBHO AblXaHWe XKeCT-
KOoe, MPOBOAMUTCA PaBHOMEPHO, BbICNYWMBAOTCH KPEenuTu-
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Short Report

KpaTtkue coobuieHus

pylowue Xpunbl Hag BCEW NMOBEPXHOCTbIO JIEMKUX, 6osblie
cnpaBa), 601eBbIM CUHAPOMOM W CHWUMKEHMEM ABWUraTeNb-
HOW aKTUBHOCTM MpaBOM BEPXHEW KOHEYHOCTU (npaBas
BEPXHAS KOHEYHOCTb JIEXMUT BAOMb TYNOBMLLA, MblllevyHas
cuna npaBOW BEPXHEN KOHEYHOCTU PE3KO CHUXKEHa, ABW-
YKEHUs B NMPaBOM JIOKTEBOM CycTaBe 3aTpyAHEeHbl, XBaTa-
TeNbHbIN pedfieKC NPaBoON KUCTU MPaKTUYECKU OTCYTCTBYET,
oTMeyvaeTcs 60/1e3HEHHOCTb U OTEYHOCTb B 06/1aCTU NpaBo-
ro nneya), HEBPONOrMYECKOW CUMNTOMATUKOW CUHApPOMaA
yrHeTeHus.

Cpaasy e npu noctynneHnn NpoBefeHHOe PEHTreHoso-
rM4yecKoe nccnefoBaHue opraHoB rPyAHON KNETKKU U NpaBo-
ro njae4yeBoro nosica, KOCTEM MpaBOW BEPXHEW KOHEYHO-
CTU BbIIBUIO HanuMine WHOWALTPATUBHbLIX TEeHeKn, 60ofblue
B BEpXHEW [oJfie NpaBoro fIerkoro, otMeyvyatTcs MHOUIbTPa-
TUBHbIE TEHW GAMXKE K NneBpe, nepenoMbl B 06/1acTv Kito-
YMLbl M KOCTEW NMPaBOK BEPXHEN KOHEYHOCTU HE BbISIBNEHDI.
Mo AaHHbIM KIMHWMYECKOro aHann3a KpoBW MpM3HaKK BOC-
naneHus OTCyTCTBYIOT. HayaTo COOTBETCTBYIOLEE fledYeHme,
BK/lOYalollee aHTUBaKTepuasbHYyl0, MHPY3UMOHHYIO, aHTU-
reMopparnyecKyto, CUMNToOMaTUYECKyo Tepanuio; Npu Heob-
XOAMMOCTM peBGeHOK MojyyYan HecTepouaHble aHanbreTUKM.
[MOBTOPHO MPOBEAEHHbIE KNMHUYECKME UCCNEfOBaHNUS Kpo-
BW He BbIIBUAM NMPU3HAKOB BOCMANWUTEbHbIX U3MEHEHWUN.
Ha ¢oHe npoBoaMMOW Tepanuu MNoBbllleHne 60NEe3HEHHO-
CTW, YBENMYEHUE OTEKA B NPOKCMMaNbHOW 06nacTu npaBomn
BEPXHEWN KOHEYHOCTU. PE6EHOK HEOAHOKPATHO KOHCYNLTUPO-
BaH JETCKMM XMPYprom (NpoBeAeHbl NOBTOPHbLIE PEHTIEHO-
niormyeckue uccnenosaHms n Y3M noKTeBbIX CycTaBOB), Npo-
BeEHO BMNpaBfieHWe BblBMXa NPaBOro SIOKTEBOro cycraBa.
PeHTreHonornyeckaa KapTuHa, xapaKTepHas ans metadu-
3apHOro ocTeoMMUenumTa, NOSBMNACh TOMIbKO K KOHLY 2-1 Hef
MU3HU, MIHPUNBTPATUBHbBIX TEHEN B NIEMKUX HE HabN4anochb
yepes 15 gHen nocne nocTynieHus B OTAeNEHMeE.

PesynbtaTbl nabopaTopHbIX MCCNeaoBaHWW: B 06LWEM
aHanunse KpoBu, NPOBOAMBILLEMCS C YacTOTOM pa3 B 2—3 AHS,
BOCManuTeNlbHble U3MEHEHUS OTCYTCTBYIOT. MapKepbl BOC-
naneHus otpuuaTtenbHble. bakTepuanbHbIM NOCEB KpO-
BU: BblgeneH Staphylococcus epidermis — 4yBCTBUTENEH
K BaHKOMMLMHY, MTMHKOMULIMHY, OKCaUMANWHY, Gy3nameson
Kucnote, UMNPodNOKCaLUHY, SPUTPOMULIMHY, MMUNEHEMY.

MuKpoBUONOrn4ecKne MNoceBbl M3 pas3HbIX JTIOKYCOB 6bln
naeHTnYHbiMK. TMLUP-nccnegoBaHnem BUpPYCbl U rpubbl He
BbISIBIEHbI.

PeHTreHonormyeckoe nccnegoBaHune, NpoBeaeHHoe Ans
npaBoN BEPXHEN KOHEYHOCTH, YyKe 4yepe3 2 Hel BbIIBUIO
MHOXECTBEHHbIE O4Yaru AEeCTPyKLMW, OTMeYaeTca yBenuye-
HMEe MepuocTaNibHbIX HaNOXEHWMN, NaTONOMMYECKUIR BbIBUX
JIOKTEBOM KOCTW KHYTPW COXPaHSeTCs.

Ha 3xoKI Hanuume 2 mexnpeacepAHbiX COOOGLLEHWNA,
OTKPbLITOrO apTepuanbHOro MPOTOKa, MPOKOHCYNLTMPOBaH
KapAnonorom.

Pe6eHOK MpOKOHCYNbTUPOBaH HEBPOIOroM, HEOAHOKPaT-
HO opTOMNeaoM.

MpoBoanuMoOE fevyeHne BKAOYaNO: MMMOGUAM3aLMIO
npaBol BepXHEN KOHEYHOCTU, JIEMKOMNACTbIPHOE BbITSXKE-
HWe, aHTUGaKTepuanbHoe nevyeHne No 6aKTeEPUONOrMYECKUM
nocesam, y4nTblBass 0COGEHHOCTU fie4eHUs meTadusapHoro
ocTeoMuenuTa (@MNUUUNAnMH+Ccynb6aKkTam, IMHE30A1A, UMU-
neHem), NPOTMBOrPUBKOBYID, aHTUreMOopparnyecKyo 1 cum-
NTOMaTUYECKYIO Tepanuto, UMMYHOKOPPEKLMIO.

Pe6eHoK BbinncaH 4yepes 2 Mec B yAOBNETBOPUTE/IbHOM
COCTOSIHUU. [laHbl peKOMEeHaL MK, Ha3dHa4YeHbl aHTUBUOTUKHU
(MMHe30nMA) ANa NpMema BHYTPb Ha AOMY, YTO pEKOMeHAyeT-
cs NO MpoTOoKonaMm, NPUHATBHIM B Hallew cTpaHe 1 3a pybe-
oM. MNoBTopHas rocnuTanu3dauus Yepes 1 mec ¢ AgnarHocTu-
YECKOM Lenbto, COCTosiHMe pebeHKa yaoBNETBOPUTENbHOE.
B meca4yHoM BO3pacTe pebeHOK MPOKOHCYNbTUPOBaH OpTo-
negoMm: pesynbTaThl 1eYeHUs yA0BAETBOPUTENbHbIE.

3akntouyeHue. Takum ob6pas3om, y aeten 1-X Mec Kus-
HW OCTPbIM reMaToreHHbIn MeTasannduU3apHbIN OCTEOMUENUT
UMEET CPaBHUTENIbHO CTEPTOE KIMHWYECKOE TeyeHue, npo-
TEKaeT C YMEPEHHOW BOCMaNUTENIbHON peaKuMen, xapaKre-
pu3yeTcs 3ano3aanbiM NPOsSIBAEHNEM XapaKTEePHbIX pPeHTre-
HOMIOTMYECKMUX MPU3HAKOB. B paHHEW PEHTreHOoNorn4yecKom
KapTMHE 4acTo OTMeYatoTCs pacliMpeHue CYCTaBHOM Lienu
CO CMELLEHMEM BXOASALLMX KOCTEN, AECTPYKTUBHbIE U3MEHE-
HUA nosiBAstoTCA 6€3 0CO60M NepuocTanbHON peaKkumm nMbo
nepuocTanbHas peakuus nossaseTcs notom. MNpu ceoespe-
MEHHOM W MpaBWbHO MPOBEAEHHOW Tepanun AanbHEenLWnx
OCJ/IOXHEHUM CO CTOPOHbI OMOPHO-ABUraTeNbHOM CUCTEMbI
He pa3BuBaeTCS.

OKKNIO3UOHHbIA apTepuanbHbIi TPOMO03, pa3BUBLUUMUCSA
nocJsie onepaLuu rno NOoBoAy BPOXKAEHHOIro NopokKa cepaua

y TPYAHOro pe6eHKa
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HayuHbi pykoBoauTensb: JlapuHa J1.E., LOLEeHT, K.M.H.

PrA0Y BO «Poccuincknin HaumoHanbHbiM UccnegoBatenbckuit MeanumHekum YunsepeuteT um. H.W. Muporosa», MocKBa,

Poccuickas depepauus

AKTyanbHOCTb. TPOM603 — COCTOSIHUE, XapaKTepn3ayto-
lleecs BO3HMKHOBEHWEM Tpomba C MOSIHOM WU YaCTUYHOWM
OKKJ1I03MEeN cocyaa M HapylleHUEM (UNKU 3HAYUMOW Yyrpo30m
HapyLeHWs) TKAHEBOIO MM OPraHHOro KPOBOTOKA.

Y HOBOPOXAEHHbIX TPOMOO3bl HYacTO CBA3aHbl C KaTeTepu-
3auMen cocyaoB, COMaTMYECKOM MnaTofiorMern M UHOEKUUEN.
[aTtoreHe3 TPOMGO30B y AeTEN NPaAKTUYECKM BCEraa KOMIMIEKC-
HbI, @ PUCK BO3HUKHOBEHWS 3HAYUTENbHO YBENNYMBAETCS MPU
COYETAHUN HECKOJIbKMX MPOTPOMBOTUYECKUX PaKTOPOB.

KnuHunyeckun cnyvan. [llaymeHT: wmanbyuk A,
14.02.2019 r.p.

PebeHOK OT nepBbix CaMOMNPOU3BOJbHbLIX POAOB
Ha 39-u Hep (yrpo3a npepbiBaHWA Ha cpoke 17 Hen,

B 3-M TpumecTpe MaTb nepeHecna OPBW). Macca Tena
npu poxaeHmn — 3040 1, poct — 51 CM, OKPYXKHOCTb
ronoebl — 35 cm, rpyan — 34 cMm. OueHka no wkKane
APGAR — 8/8 6annoB. COCTOSiHME MPU POXKAEHUU YOOBNET-
BOPUTENbHOE, Ha4 BCEW MOBEPXHOCTbIO cepaua KOPOTKUM
CUCTONTUYECKUNI LLYM.

M3 pogooma pebeHOK nepeBefeH B OTAEIEHME HeoHa-
TOonorum MOpPO30BCKOM [OETCKOW FOPOACKOW KIIMHWUYECKOM
6onbHuUbl (MAMKBE). Mpu npoBeneHun IxoKI BbIABMAEH
BPOXXAEHHbIN NopoK cepaua (BIC): aByctBopyaTbiv KnanaH
aopThl C BbIPaXKEHHbIM CTEHO30M; OTKPbITOE OBaSlbHOE OKHO
(000) — 3 mM. lNMauymMeHT 1 ero poauTenn GblIn KOHCYNbTH-
poBaHbl Kapauoxupyprom. PeKomeHgoBaHbl HabnwoaeHue



Kapauonora v naaHoBas onepauus B cTapllem Bo3pacTe.
Pe6eHOK BbIMMCaH B y40BNETBOPUTENBHOM COCTOSHUM.

Mpn nnaHoBoM npoBeaeHun IxoKlI 25.03.2019:
BIC, Bblpa)eHHbIM CTEHO3 KfamnaHa aopTbl C MWKO-
BbIM rpagueHTom 90-95 MM pT. CT. (cp. rp. 58 MM pT. cT),
000 — 3 mM. KoHueHTpuyecKas runepTpodua neBoro
}enyaoyka. Pe6eHOK 3KCTPEHHO rocnuTann3npoBaH B OTae-
NeHWe KapaMoXMpypruv Ans npoBefeHUs onepaTtuBHOro
BMelaTenbcTBa. [pyM MOCTYyNNEeHUU BbICTaB/EH AWArHo3:
[BycTBOpYaTbI KnanaH aopTbl. BblpaxKeHHbIN CTEHO3 Kia-
naHa aoptbl. 000. HK 2A. Il ®K Ross.

27.03.2019 npoBeaeHa TpaHCAlOMUHanbHas ©GannoH-
Has BafbBYyNOMNAacTMKa aopTanbHOro KianaHa. PeadynbraThl
onepaumn xopolre (3xoKIl: nNUKOBLIM rpagueHT Ha aop-
TallbHOM KnanaHe — 38 MM pT. CT.; CPeAHUN FpagueHT —
18 MM pT. CT., HE3Ha4YMTENbHaa aopTaibHaa peryprutaums,
NnofioCcTM cepiua He paclWWpeHbl, COKPaATUMOCTb J1€BOrO
enyaovka B npeaenax Hopmbl, B — 66%).

lMocneonepauUnoHHbIX NEepruoa OCNOXKHWUICA OKKO3U-
OHHbIM TPOMOGO30M HapyXHOW MOAB3AO0LWHON U 6eapeEHHON
aptepun cnesa. Y3/[I: npocBeT Hapy*KHOW MOAB3AOLUHOM,
6epeHHON apTepui BbINOMAHEH TMNEPIXOrE€HHbIMKU U U30-
3XOreHHbIMKU TPOMBOTUYECKMMM Maccamu, KPOBOTOK Mpu
UOK He onpepensetcsd Ha MPOTSXEHHbIX yyacTKax, Ha
OTAENbHbIX y4acTKax B BUAE €AMHUYHBIX MUKCEeNnen, npucre-
HOYHO; BU3YaNMU3UPYIOTCA KonnaTepanu.

lMpoBoannacb Tepanunsa renapuHoM, aHTUTPOMOBUHOM 3,
npotemHom C, npocTtarnaHagMHom E1, panstenapyHom
HaTpua. o gaHHbIM Y3l cocyaoB HUMKHUX KOHEYHOCTEM
OTMeYeHa MONOoXKUTENbHas AMHAMUKa B TeYeHwe Tpom6o-
3a (peKaHanusauus 6egpeHHOM M NoAB3A0LHOM apTepuin).
MauneHT BbINMCaH C MPOAO/IKEHWEM Tepanuu fanbTena-
puvHOM HaTpua B go3e 150 E/[l/Kr (pa3oBas no3a) 2 pasa
B A€Hb HE MeHee 3 MecC NOoJ KOHTPONEM aHTU-Xa-aKTUBHOCTH
1 pas B Mecsl. Y3 cocyaoB HUXKHMX KOHe4yHocTen 1 pas
B MECSL, KOHTPOJIbHbINA OCMOTP AETCKUM KapAMOonorom yepes
2 Heg. MNauuneHT BbinucaH 10.04.2019.

focnutanusauna B oTaeneHne remartonorun MATKB
¢ 19 no 21 mas 2019 r. Ansa KoppeKunn Tepanuun. B 6rnoxm-
MWYECKOM aHaNM3e KPoBW — MorpaHuyHas runepxosnecre-
puHemus (5,46 mmonb/n). B Koarynorpamme ypoBeHb ecte-
CTBEHHbIX @aHTUKOArynsiHTOB He CHUXKEH, 6e30MaceH C TOUYKHU
3peHns peunanBa Tpombo3a. bbiNo peleHo npekpatuTb
@HTUKOArynsaHTHYO Tepanuio.

lMpn NoBTOpPHOW rocnuTanu3aumn ¢ 26 no 28 UIoHSA
2019 r. no gaHHbIM Y3l TpoMBOTMYECKME MacChbl B Mpo-
CBETe COCYA0B He OMNpeaensitoTcs, NPOCBET HaPYyKHOW Moa-
B3/0LLHOW apTepum cresBa YyMepPEHHO cyxeH — 2,3 MM (cnpa-
Ba — 2,9 MM), MHTEHCUBHOCTb KPOBOTOKa B pexunme LAK
1 nokazatenn JICK HeCcKo/bKO HMXKe, Yem cnpaBa. o cpaB-
HEHWIO C UCCneaoBaHMEM B Mae OTpuLaTeNlbHOW AMHAMMKM
HeT. B reMorpamme naTonornyeckmx USMeHEHUI He BbisSiBe-
HO. B 6MOXMMMYECKOM aHaNn3e KpoOBU — yMepeHHas AUCIuU-
nuaemusi. Koarynorpamma KoMneHcupoBaHa. B KoppeKunu
reMocTa3a MalMeHT He HyXKaaeTcs.

Mo paHHbiM Y3l cocynoB B aekabpe 2019 r.: npu3Ha-
KOB CY)XEHWs NMoAaB3A0LWHON M 6edpeHHON apTepui cnesa
HeT. [eMogMHaMKnKa 6e3 NaTonoruu.

3akKn4yeHue. [emocTaTtM4yeckuim 6GanaHc y HOBOPOXK-
[EHHbIX W [eTeW rpygHoOro BoO3pacTa MeEHee YCTOW4YUB,
4yeM TaKOBOM Yy B3POC/bIX. ITO 0OBACHAETCA CHUXKEHHOM
aKTUMBHOCTbIO KaK NPOKOArynsHTOB, TaK U aHTMKOArysHTOB.
AKTMBHOCTb dakTopa VIII n daktopa BunnebpaHga nocne
POXXAEHUS Bbllle, YeM aKTUBHOCTb UX MHTMOGUTOPOB — MpPO-
TemHoB C 1 S.

B cBg3uM ¢ gaHHbIMKM GU3MOSIOTUYECKMMU OCOBEHHO-
CTAMMW CBepTbiBalOWEN WU NPOTMBOCBEPTLIBAIOLLIEN CUCTEM
Yy HOBOPOXAEHHbIX NPU NPOBEAEHUN Tepanuu U onepaTus-
HbIX BMELIATENbCTB CTOWUT YYUTbiBaTb BO3MOMKHbIA PUCK
pasBUTUS KaK TPOMOOTMYECKMX, TaK M reMopparmyecKmx
OC/IOXHEHUI. B uenax npeaynpexaeHns ux BOSHUKHOBEHMS
HEeo6X0AMMO MPOBOAUTbL CBOEBPEMEHHYIO MNPOPUNAKTUKY,
a Mpu pasBUTMM BaXKHO KaK MOXHO paHblle Ha4YnHaTb ana-
FTHOCTUKY M NeYeHHUe.

KnAnHu4YecKum cnyyam KOAXULUH-PE3UCTEHTHOU CEMENHOMN
cpeaAn3eMHOMOPCKOMN NTUXopaaKu

NywHukosa E. 0.
Hay4Hbi pykoBoauTenb: Kosnosa A.J1., K.M.H.
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PorayeBa

AKTyanbHocTb. CemelnHasa cpeausemMHOMOpCKas JMxo-
pagka (Familial Mediterranean fever, FMF), Tak»ke nasecTtHas
KaK nepuoguyeckas 6onesHb ([16) — aytoBocnanutenbHoe
3abosieBaHne U3 rpynnbl MHGNaMMacomonaTui, Hacneaye-
MO€e MO ayTOCOMHO-PELLECCUBHOMY TUMyY. XapaKTepusyeTtcs
NpPUCTYNaMn NeEPUOSUYECKON IMXOPAAKM C NMOAUMCEPO3UTOM,
pazsutnem AA-amunompgosa, MHOrga — POXKKUCTbIM BOC-
naneHneMm Koxu. Yalle Bcero faHHas naTonorus BCTpeva-
eTca y xutenen Cpean3eMHOMOPCKOr0 perMoHa, a UMeHHOo
y apMsiH, TYPOK, eBpeeB, apaboB 1 UTaNbSHLEB.

MpUYMHON BO3HUKHOBEHUS CEMENHOM Cpean3emMHOMOp-
CKOW Nuxopafku aBngetca myTtauus B reHe MEFV, Koaupy-
owemM 6enoK NUPUH, KOTOPbIM, CBA3bIBasCb C MHpNamma-
COMOW, MHIMBMPYET aKTMBALMIO Kacnasbl WU MocneayoLyto
CeKpeuuto npoBoCnanuTeNbHOro UWToKWHa IL-1. [aHHas
MyTaunsa NpUBOAMT K runepcexkpeuunun IL-1 n ctumynaumu
BOCNanMTEeNbHOMo npoLecca.

Knaccuyeckon Tepanuen npuv gaHHOM 3aboneBaHuu
ABNAETCH NPUMEHEHME KONXMLMHA, OAHAKO CYLLECTBYIOT CIy-
Yau, He OTBevalolme Ha [aHHylo Tepanuto. MpuHUMas BO
BHUMaHWe TOT daKT, YTO OTCYTCTBME KOHTPOSA aTak CeMen-
HOW CpPean3eMHOMOPCKOW NMXOPaAKM NPUBOAUT K BbICOKO-
MY PWCKY pasBWTMS aMMIOMAO03a MOYEeK M MOJMOpPraHHOM
HEeJOCTaTOYHOCTH, MaUMEHTbl C KONXWULUMH-PE3UCTEHTHbLIMU
dopmamun 3aboneBaHus TPebyoT Tepannn ¢ NPUMMEHEHUEM
COBPEMEHHbIX NaToreHeTMYecKnx npenapatos — 6/0KaTo-
pos IL-1.

OnucaHue KAMHUYECKoro cnydas. [aumeHt X., 8 ner,
poaom u3 [arectaHa. AHamMHE3 KU3HU OTAroweH. PebeHok
OT 2- B6EpPEMEHHOCTHN, 2-X CaMOCTOSTENbHbIX NpeXKaeBpe-
MEHHbIX POAOB Ha cpoke 36 Hed. TeyeHne 6ePEMEHHOCTH:
Ha poHe 060CTpeHns NnenoHedbpuTa, aHeMnUn, BPOKAEHHOM
rmnonnasun OAHOM MNo4YkKM. Macca Tena npu poXKaeHun —
2800, annHa tena — 50 cMm. B TeyeHne 2 Hep Haxoauncs Ha
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Short Report

KpaTtkue coobuieHus

BbIXaXXMBaHUU. CeMeNHbIM aHaMHe3 OTArolleH: 6M3Kopoa-
CTBEHHbIN B6paK (poauTenn — TPopoaHble 6paT u cecTpa),
y MAafLen cecTpbl — reHeTU4ecKn noareepaeHHas FMF.
3aboneBaHne 4ebOTUPOBaANO Ha NEPBOM rody MKW3HWU
B BMae 3nvM3040B MNoBbllleHns Temnepatypbl o 40 °C gnu-
TeNbHOCTbIO OT 1 A0 3 AHEeNn, conpoBoOXKAatolnXcs abaoMu-
HanbHbIMK 6019MU 1 IMapeen, a TaKKe NOoBbIWEHWEM OCTPO-
$a30BbIX MapKepoB KpPOBM (MoBbllleHUe C-peaKTMBHOMO
6enka (CPBb) go 3 HopM). HYacToTa 3ann3040B — HECKOJIbKO
pa3 B Mecsl. B cBA3K ¢ 3TUM nauueHT HeoQHOKPaTHO 6bl
rocnuTaan3MpoBaH B pasfMyHble CcTaluoHapbl MO MecCTy
uUTenbcTBa. B Bo3pacte 2 net Habnwgancs B OTAeNEHUU
racTpo3HTEpPONorMm POCCUUCKON [OETCKOM KIMHUYECKOM
605bHUUbI (1. MOCKBA) ¢ NOAO3PEHNEM Ha BOCMNaNUTENbHOE
3aboneBaHne KULWEYHMKA, rae Ans BepudurKaumm amarHosa
emy 6blI0 MPOBEAEeHO MOJIEKYNSPHO-reHeTu4ecKoe obcene-
nosaHue. B reHe MEFV o6Hapy)KeHa naToreHHas MyTauus
¢c.2080A>G, p.M694V B roMO3UrOTHOM COCTOSIHUM.

Ha OoCHOBaHWW KIMHWMYECKOW W nabopaToOpHOM Kap-
TWH, AaHHbIX CEMENHOro aHamHe3a W pe3ynbLTaToB Mose-
KYNSIpHO-TreHeTUYecKoro o6cneaoBaHns Obll MOCTaB/EH
[MarHo3 «CeMenHass CcpeauM3eMHOMOpCKas funxopagkar.
MHuumMmnpoBaHa Tepanunsa KonxXMunHom B gose 500 MKr/cyT.

B 3 roaga, BO Bpems niaHOBOW rocnutanM3aunn B otae-
nexnune ummyHonornun Arkb N2 9, Ha doHe Tepannn Koaxmuu-
HOM Yy nauueHTa pa3Buica o4epeaHon ann3o] 3aboneBaHns
B BUAe NoBblleHUs Temnepatypbl 4o 38,6 °C, agbomuHanb-
HbIX 601en, noBbilweHna CPb go 106,7 mr/n; nonydan HMNBIM
C MonoxutenbHbiM addexkToM. [Jo3a KONXULMHa 6blna yBe-
nnyeHa B 2 pasa. OgHaKo B nepuroj 4o cneaytolen rocnura-
IM3aLUMK MPUCTYNbI COXPaHSAINCL, K YKa3aHHOW Bbllle CUM-
nTomaTtuke Ao6aBuUANCL GONM B JIOKTEBbLIX, JIy4€3aNsACTHbIX
M KONEeHHbIX cycTaBax. Bo Bpems npuctyna CPb — 114 r/n,
BHEe Mpuctyna — B npegenax pedepeHCHbIX 3HaYeHUw.
B pganbHeNllem COKpalleHUs 4acToTbl 3MM3040B yAanochb
[O6GUTbCS TONMbKO Ha Tepanuu KONXMLMHOM B A03MPOBKE
2 Mr/Kr, 0HaKO B CBSA3U C TeM, 4TO 3 DEKT Obln HELOCTATOY-
HbIM, 6bII0 MPUHATO PELLEeHNe HanpaBuTb NauMeHTa B OTAe-
nenune nmmyHonornn HMULL AFON vm. Omutpusa PorayveBa

Cunppom Kocrtenno

151 PacCMOTPEHMS BOMpoca O NPUMEHEHUU @aHTULIUTOKMUHO-
BOW Tepanuu.

Bo Bpemsi nnaHoBOW rocnuTanus3auuu y nauuveHta X.
oTMeYanochb nosbilieHne Temnepatypbl 4o 38,4 °C, conpo-
BOXJaBlleecs abaoMunHanbHOW 60MbI0 U 6ONbI0 B IPyaHOM
Knetke. Mo gaHHbIM MCKT BbISiBNEeH acenTMYeCKUn NIeBPUT,
YTO [OMNOSIHUTENbHO CBMAETENbCTBYET B MO/Ab3y HeAoCTa-
TOYHOM 3DPEKTUBHOCTM OT NPOBOAMMONM Ga30BOWN Tepanuu
KonxuumHom. o gaHHbIM nabopaTopHoro o6cnegoBaHuUs
B MOMEHT MpucTyna: NenKounTos o 22,5x10°/n, HerTpo-
dunes — 17,63x10%/n, nosbiweHne CPB go 58,1 mr/n,
CO3 — 15 mMM/4. JaHHO€e COCTOsSiHWE BbII0 PacLIEHEHO KaK
060CTpeHMe OCHOBHOro 3abofieBaHus, B CBA3KU C YeM Bblna
MHULUMMPOBAHA aHTULMTOKMHOBAA Tepanus KaHaKuHyma-
60M — npenapatoM MOHOKJIOHA/IbHbIX aHTuTen K IL-1f —
B CTapToBOM Ao3e 2,9 Mr/Kr (75 Mr/cyT) ¢ NONOXUTENbHbIM
adpdeKToM.

C uenblo OOCTUKEHUS MEAUKAMEHTO3HOro KoHTpons/
PEMMUCCUU OCHOBHOIO 3a60MeBaHuUs, yYUTbiBas HEAOCTATOY-
HYyl0 9dPEKTUBHOCTb MPOBOAMMON paHee Tepanuu KOMNXK-
LMHOM, MPUHATO peLleHne MPOAOIKUTb aHTULIMTOKMHOBYIO
Tepanuio. OTMeHa KaHakMHyMmaba MOXeT NPMBECTU K noTepe
KOHTPO/IS/peEMUCCUM 3abB0NEBAHUSA N PA3BUTUIO CEPbE3HbIX
0OCNOXHEeHUW. NMauneHTy 66110 peKOMEHI0BaHO NpoBeaeHue
perynsipHbiXx aHann3os Kposu: OAK ¢ auddepeHumanbHbIM
noacyeTom nenkoumtapHon dopmynbl, CO3, CPE. Tepanusa
C NPMMEHEHNEM NpenapaTta KaHakMHymab 6yaeT NpoaosKe-
Ha no cxeme 75 mr 1 pa3 B 8 Hej.

3akntouyeHune. CemenHasa cpeaM3eMHOMOpPCKasa JINXo-
pagka — 3TO reHeTM4YecKku obycnoBieHHOe 3aboneBaHue,
aCCoOLMMPOBAHHOE C BbICOKMM PUCKOM Pa3BUTUS TAXKENbIX
OC/IOXXHEeHUM B BMAE aMWIonao3a MOYEeK M MOSMOpPraHHOM
HeJOCTaTOYHOCTM, B CBSI3WM C YeM JaHHOoe 3abofieBaHue
TpebyeT MNOCTOSTHHOW Tepanuu. B cnyyasx HegocTtaTo4HOM
3QDEKTUBHOCTU MAU HENEPEHOCUMOCTU OCHOBHOIO 6a30-
BOro npenapaTta Heob6xoAMMO PaccMOTPeTb BO3MOMXHOCTb
WMHWLUMaLMKM Tepanuu npenapaToM KaHakuHymab — eauH-
CTBEHHbIM B MUWpPE 3aperMcTpupoBaHHbIM NpenapaToMm ans
Tepanuu KONXMLMH-PEe3UCTEHTHbIX dpopm FMF.

MaHnyuyapsH M.B., AnasepasH 0.0., NanaH [.C., UGparumoBa [.H., Kogxaesa A.P.

HayuHbi pykoBoautens: Typtu T.B., A.M.H., npodeccop
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AKTyanbHocTb. CuHapoMm Koctenno — 4pesBbl4anHO
pefKkoe reHetMyeckoe 3abofieBaHMe C ayTOCOMHO-4OMMU-
HaHTHbIM MEXaHW3MOM HacnefoBaHWUs, CBS3aHHOE C MyTa-
umen reHa HRAS Ha KopoTKOoM nnedye 15-M xpomoco-
Mbl. JaHHbIX FeH KOAMPYET CUHTE3 CBEPXAKTUBHOIO 6eNKa
HRAS, KOTOpbIM BMUSET Ha aKTUBALIMIO KIETOYHOIO AeNEHNS
M pocTa KNETOK, B CBA3M C 4YeM OTMevyaeTcs npegpacno-
NIOXEHHOCTb K pPa3BUTUIO JOOGPOKAYECTBEHHbIX M 3/10Kaye-
CTBEHHbIX onyxonen. Hanbonee yactoble mytaumm — p.G12
M p.G13. XapaKTepHbi peHOoTUN: rofoBa rugpoledanbHoOm
dopmbl, rpybble 4epTbl AMLA, NOHbIE LWEKK, NOMHbIE TYObl,
4yacTo MoTpecKaBluMecs, 60/blION POT, WWPOKas BAABNEH-
Has mepeHocuua, rMNepTenopmsam, aNUKaHT, KOXKHble n3Me-
HEHWA B BMAE NOBbIWEHHON CKNAAYaTOCTH KOXW, TMNEepnur-
MEeHTaLMK, ry6oKMe NagoHHble M NOAOWBEHHbIE CKNAAKM,
nanunaoMmebl, Yale Ha nuue 1 B NnaxoBon obnactu, andoys-
Has MbllleYHas TMNOTOHMS.

XapaKTepHa WHTenneKkTyanbHas HeAoCTaTO4HOCTb.
MpPOrHo3 3aBUCKT OT CPOKOB Hayana M afeKBaTHOCTM CUM-
NTOMaTUYECKOro evyeHus. PacnpocTpaHeHHOCTb 3abone-
BaHusa: 1 cnyd4an Ha 24 MUAIMOHA HacefneHus, B Mupe
3apernctpmupoBaHo okono 300 nauMeHTOB C JaHHbIM CWH-
npomom. 3a nocnegHue 5 net B Oray «<HMWL, 3gopoBbs
neten» MuHsgpaBa Poccun AaHHbIM AMarHos 6bi1 yCTaHoB-
neHy 5 geten.

KnuHuyeckun cnyyaii. [lesoyka M., B 2,5 mec Bnepsble
noctynuna B OTAeNeHWe NaToNorMnM paHHero AeTCKOro Bo3-
pacta ¢ )anobamu Ha 3aTpyAHEHHOE [NoTaHWe, 3a4ePHKKY
NMCUXOMOTOPHOIO Pa3BMUTUS, HUSKMI POCT, MblLLEYHbIV rMnep-
TOHYC, MapoKcU3MasibHble COCTOSIHMA BO CHE, HapylweHue
TepMOperynaLmmn, ToTaabHbIR TrMNEPruapos.

M3 aHamHe3a: pebeHOK OT 2- 6epeMeHHocTH (1-9 —
MasibyuK, 300POB), NpOTEKaBLIEN Ha GOHE Yyrpo3bl NpepbiBa-
HUS, BblpaXKEHHOI0 TOKCUKO3a (pBoTa 40 15 pa3s/cyT), BbICO-



KUM apTepuanbHbiM JaBfiEHWEM, MPOTEUHYPUEN, OTEKAMM,
aHemuen. Ha 26-# Hep pasBMIOCH OCTpPOEe MHOroBoaue,
nosyyana craumMoHapHoe fnevyeHune. Poabl MyTeM 3KCTPEHHO-
ro KecapeBa cevyeHus Ha 38-i Hea, OoTMeYanocb npexae-
BPEMEHHOE M3/IUTUE OKONOMMOAHbLIX BOA 3€/eHOro LBeTa.
Macca Tena npu poxaeHmn — 4480 r, gaivHa — 50 cwm,
oueHKa no wkane APGAR — 6/7 6annoB. CoctosiHue nocne
POXKAEHMSA TAXKENoe 3a CYET AblXxaTeSlbHON HEA0CTAaTOYHOCTH,
MBJT 0o 4-x cyT *n3HW. Ha 2-e CyT XKM3HU AnarHocTMpoBaHa
acnupaumoHHasa nHeBMoHus. MnTaHne 3oHaoBoe. Y pebeH-
Ka 3aperncrpMpoBaHbl MHOXECTBEHHbIE CTUIMbl AWM33M-
6puoreHesa: NoBbIlEHHAs CKIaA4aToCTb KOXM, aedopma-
LM YLIHbBIX PAKOBWUH, MaKpOrnoccus, LWMPoKas nepeHocuLa,
LUMPOKMIM HOC, TOHKME BONOCHI, MOJHbIE MOTPecKaBlIMnecs
ryébl, WKWPOKME OPOBU, TMMNEPTENOPU3M, IMUKAHT, OTCYT-
CTBME cocaTenbHoro pednekca, TPYAHOCTU NPU KOPMAEHUH.
lMpoBeaeHa KoHCyNbTaumsa reHeTuka. Mo pesynbratam mone-
KYNSipHO-reHETUYECKOro UCCNefoBaHUs BbiiBjeHa MyTauums
reHa HRAS. unarHoctupoBaH cuHgpom Koctenno. C 10 mec
OTMEeYaeTcs HapacTaHWe MbllleYyHoro ToHyca. B 2 roga 6bino
NPOBEAEHO yAaneHWe MHOXECTBEHHbIX Manuaaom nepua-
HallbHOW W BarMHanbHOM 06nacTu.

B Bospacte 4 neT B CBABU C ractpoasodareasnbHoOn
pednoKCHON 601e3HbI0, AedULUMTOM Macchbl Tena, TPYAHO-
CTAMWU MpW KOopMmeHWUM Gblna npoBeaeHa GyHAOMIMKALMS
no HucceHy, ycTaHOBNIEHa racTpoCcTOMa C Lenbio obecrneye-
HUS ageKBaTHoOro nutaHus. Mpu ocmoTpe B 5 neT 3aperu-
CTPUPOBaHbI: AeDULNT PU3UYECKOr0 pasBUTUS (HUKe 3-To
LLeHTUIbHOTO MHTEepBana), nanyne3Has cbifb Ha nepegHen
M OGOKOBOMW MOBEPXHOCTAX 6eaep, MPaMOPHOCTb, MOBbI-
LWEeHHasa CKNaa4vaToCcTb KOXM, AedopmalLms YILHbIX PAKOBKH,
MaKpOornoccus, WWPOKas MepeHocUua, rnnepTenopusm,

LIMPOKME 6POBU, TOHKME BOJIOCHI, LUMPOKUA HOC, MOJSHbIE
noTtpeckaswuecs ryébl. BapycHas pedopmauns cTonbl
cnpaBa, cneBa BanbrycHas gedopmauus cTonbl, Nepexkpect
HUXHUX KOHEeYHOCTeM Ha ypoBHe 6enep. [MoBbIWEHHbIN
MbILUEYHbIA TOHYC MO cnacTtM4yeckoMy Tuny. CKIOHHOCTb
K 3anopaM. Pesynbratbl 06Cnef0BaHNUs: KIMHUYECKWE aHa-
NIN3bl KPOBM U MOYN— 6e3 naTtonornn. KoHcynbtauns kapau-
onora: runepTpodunyecKan KapanoMMonaTns; KOHCyNbTaLus
Hedponora: HedpoKanbLUHO3. HenpocoHorpadua: BEHTPU-
Kynomeranusa. MPT ronoBHOro Mmo3ra: KapTuHa NepuBeHTpU-
Ky/ISpHOM nenKkonaTtuu.

C MOMeHTa yCTaHOBNIEHUS AMarHo3a pebeHOK HaxoawuT-
ca noa HabnaeHMem neauaTpa W Apyrux Cneunanucros,
perynspHo nosnyvyaeT Kypcbl BOCCTAHOBMTENLHOMO JIe4eHMs.
MporpaMMbl MHAMBUOYaANM3UPOBAHHOMO BOCCTAHOBMUTENbHO-
ro e4YeHus BKIOYanu: HabnoaeHne neanaTpa, Kapavonora,
Hedponora, HeBpoJora; NUTaHWe B COOTBETCTBUU C GU3NOSIO-
TMYECKMMKU MOTPEBHOCTAMM, KOMMNEKC peabuanTaLMOHHbIX
MeponpuaTuin: euanotepanuns, NpuKIagHas KuHesunoTepa-
nusi, MexaHoTepanus, Macca)X, rMMHacTUKa, Kypcbl 60Ty-
NMHOTEpanuK, NCMXONOro-neaarorMyeckoe ConpoBOXKAEHME.
MpoBoaMMblE KOMMJIEKCHOE HabMAEHNE U le4eHMe NO3BO-
NSAT AOCTUYb MONMOXKWUTENbHOW AMHAMWKM U cTabuansauuu
COCTOSIHUSA, KOHTPONS Te4eHUs 60/1e3HU, ee OCNOXKHEHUN.

3akntoveHue. NpuBeaeHHbIN KTMHUYECKUI Clyvyai BBU-
[y CBOEW peAaKoCTM MpeacTaBnsfeT HayyYHO-NpaKTUYECKUM
WMHTEpPEeC 415 HeoHaToNoroB, NeaMaTpoB, HEBPONIOroB, Kap-
aMonoroB. JJaHHbl CUHAPOM TPeBYET KaK MOXHO 6onee paH-
HeW AMarHOCTUKK, NPOBEeAEeHNS MONEKYNSPHO-TEHETUHECKOTO
MUCcCneaoBaHUs NPU HaMMYMK XapaKTepPHbIX GEHOTUMUYECKMX
NPW3HaKOB, Havyana CUMMNTOMATUYECKOrO SIEYEHUS, YTO YyY-
LaeT NPOrHO3 ¥ NOBbILIAET Ka4eCTBO XKMU3HWU NaLMEHTOB.

KnuHunyeckuun cnyyam oynbMUHAHTHOU PopMblI

MEHUIroOKOKKOBON UHDEKLUHU

Haiko T.B.

Hay4Hbi# pykoBoauTenb: JlapuHa J1.E., AOLEeHT, K.M.H.
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MEHWHIOKOKKoBasi MHMEeKLUMs — ocTpoe MHOEKLMOH-
Hoe 3aboneBaHuWe, Bbl3blBaeMoe AMMIOKOKKOM Neisseria
meningitidis, nepefatolieecsi BO3AyLWHO-KaneabHbIM NyTeMm,
npoTeKatollee ¢ Pa3BUTUEM MEHUHIOKOKLIEMUU, XapaKTepu-
3YIOLLENCS TAXKENbIM NOpParKEHNEM HEPBHOW CUCTEMBI, YacTo
COMpPOBOXAAWMMCSH Pa3BUTUEM WMHPEKLMOHHO-TOKCUYE-
CKOrO LIOKa.

[JaHHoe 3aboneBaHWe XxapaKTepulyeTrcs MNepuoanmyHo-
CTbto. MIHTEpBanbl Mexay oTaenbHbIMK NogbeMaMn 3abosne-
BaeMocTn Konebntotcs oT 4 no 14-15 net. Y geten 1-ro roga
W3HU, KaK NpaBuKo, 4Yalle PerucTpupyeTcss cBepxocTpas
dopmMa MEHMHIOKOKKOBOro cencuca.

AKTyaNlbHOCTb AAaHHOW TeMbl CBsi3aHa C TeM, YTO Npu-
BMBKA OT MEHWHIOKOKKOBOW MHQEKLUMW HE BXOOWUT B YMUC-
10 0o6Aa3aTenbHbIX NPMBUBOK HauuoHanbHOro Kanengaps,
4YTO [O/MKHO BECTU K YCUNEHHON HACTOPOXKEHHOCTU B CBA3M
C MOJIHUEHOCHbIM TeYeHnem 3a60oneBaHUsA U C BO3MOXHbIM
NneTanbHbIM UCXO[IOM Y IeTeN, KOTOPble He Bbln NPUBUTLI OT
MEHWHIOKOKKOBOW MHPEKLMN.

KnuHunyeckum cnyvau. Manbumk M., 1,6 net, poamBLiMmcs
08.08.2018 ot 2-1 6epeMeHHOCTH, 2-X onepaTUBHbIX POAOB —
KecapeBo cevyeHue Ha 38- Hen 6epeMeHHOCTH, Macca npwu
poxageHun — 3200 r, gnmHa — 50 cMm, OUeHKa Mo LWKane
APGAR — 8/9 6annos, 6bl1 BbiNncaH M3 pogaoma Ha 4-i AeHb.

MpBUBKKM NO BO3pacTy. M3 nepeHeceHHbIx 3aboneBa-
Hun — OPBW, atonunyecknin gepmatut. 19.12.2019 matb
oTMeTMNa nogbem Temnepatypbl go 37,4 °C. 20.12.2019
pebeHOK 6b11 OCMOTPEH AEXKYPHbIM NeanaTpomMm, Obiia Ha3Ha-
yeHa cumnTomaTuyecKkas tepanus. 21.12.2019 — nogbem
Temneparypbl 40 MMPETUYECKUX 3HaYeHu (39,4 °C), oTMevan-
CS XMUAKUKM cTyn Ao 4 pas. 23.12.2019 BHOBb NOABEM TEMME-
patypbl — 80 39,2 °C, B HoYb Ha 24.12.2019 maTb oTMeTUNa
MOHOTOHHbIN KPUK, MOSIB/IEHNE OTEKOB BEPXHUX KOHEYHOCTEN,
KPOBOTOYMBOCTb AeceH. B 7:00 ytpa 6blna Bbi3BaHa 6pura-
[a cKopon meauunHckon nomotum (CMIT), pebeHOoK He 6bin
rocnutanuanpoBaH. B 9:00 ctann oTMe4vaTbCs CUHIOWHOCTb
KOXHbIX MOKPOBOB, NMOSIB/IEHME CbIMW MO BCEMY TeNy, 06pa3o-
BaHWe B 06/1aCT1 NpaBoro 3ansactbs. bbina Boi3BaHa 6pura-
na CMI1, pebeHoK 6bl1 rocnutann3npoBaH B MoOpO30BCKYIO
OFKB B oTgeneHne peaHMMauuM W UHTEHCUBHOM
Tepanuu N2 29.

O6bEKTMBHbIM CcTaTyc: obllee COCTOSHWE KpanHe
TaXKenoe, rnyboKas Koma, OLeHKa no wkane Mmasro — 5.
B KoarynorpamMme OTMeYaNuCb BblpaxKeHHas rurnokoary-
naums (MpoTpoMOUHOBLIN MHAEKC — 42%, GUOBPUHOTEH —
0,97 r/n, AHTB — 53,7 c). B 6MoxvummyecKkom aHannse Kpo-
BW Tsenas runonpoteMHemus: obwmmn 6enok — 46,6 r/n,
anbbymmH — 24,0 r/n, asoTeMus: ypoBeHb MOYEBMU-
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Hbl — 14,7 MMOnb/N, KpeaTuHuH — 156,0 MKmOnb/n,
3Ha4YUTENbHOE YBENMYEHWE TpaHCaMWHa3: acnapTtaTamu-
HoTpaHdepasbl (731,3 E[/n), anaHMHaMUHOTPaHchepasbl
(124,12 E4/Nn); CPB — 0,2657 r/n, ypoBeHb MNpOKabLM-
TOHWHa >10 Hr/mn. B pesynbratax ntoM6anbHOM MyHKLMMK
oTMeYanucb UMTo3 — 8/3 MK, NMUMPOUNTbl — 4 KIETKH,
MaKpodarn — 4 Knetku, 6enok — 0,432 r/n. B obuiem
aHanuse KpoBW aHeMus Nerkon creneHu taxectn (Hb —
104 r/n), BblparKeHHas TPOMOOLIMTONEHNUA — TPOMOOLMUTDI
35x109/x.

MpK pPEeHTreHONOrMYecKOM MUCCNefoBaHnn BbISBAEHbI
HannMyne MHPUNLTPATUBHBLIX UBMEHEHUN B JIEFKUX C 06enx
CTOPOH, Hannyme BO3ayxa B naeBpassbHOM NOAOCTH.

Tepanua B peaHMMaLMOHHOM 3ane: MHDY3US MMIOKO30-
conesbIx pacTBopoB 20 MA/Kr/4, KapaMoTOHUKK/Ba3onpec-
copbl: gonaMuH 10 MKr/Kr/MuH, HopaapeHanuH 0,5 mkr/
Kr/MWH, NpeaHn30noH 60 mMr B/B, LedTprMaKCcoH 1 1 2 p/cyT.
MeankameHTo3Has cegauns: GeHTaHnn 5 MKr/Kr/4, poKypo-
HUM 0,6 Mr/Kr/u.

24.12.2019 B 12:40 6b111 3aPUKCUPOBaHbI XKUBHEYTPO-
Kawwasa 6paavkapaus ¢ Nepexoaom B acUCTONUIO, OTCYT-
CTBME My/nbCa Ha MarucTpasbHblX apTepusx, OTCYyTCTBUE
3N1EeKTPUYECKON aKTUBHOCTM MMUOKapaa no AaHHbim 3KT,
MUAPWa3s, OTCYTCTBME CO3HaHusA. Bblna HavaTa paclumpeH-
Hasa cepaedvyHo-nerovyHas peaHumaums, yepes 30 MUH npo-
BeaeHusa pacwmnpeHHon CJIP aneKTpoaKTMBHOCTb MMOKapaa
no aaHHbiM 3KI oTcytcTBOBana, B ¢BA3n ¢ atum B 13:10
6blNa KOHCTaTUpPOBaHa CMepPTb.

[NocMepTHbIM AnarHo3 (OCHOBHOWM): MEHWHIOKOKKOBas
MHeKUMs, reHepanm3doBaHHaa ¢dopma. OcTpass MEHUHro-
KOKLEMMUS.

3akntoyeHue. [laHHbIN KIWMHUYECKUN CnydYan sBNseT-
Ccsl NPUMEPOM HECBOEBPEMEHHON KIMHUYECKOW AMArHOCTH-
KW. 3abofieBaHne SBASETCHA MUIHEYrpoxKatolmnm, BCTpe-
4alTCs MOJIHMEHOCHbIE GOPMbI, KOTOPbIE MOTYT MPUBECTU
K netanbHoMy ucxogdy. O6cyxKaeHMe BoMpoca O BBEAEHMMU
B HauMoHanbHOM KaneHngapb MPUBUBKKW MPOTUB MEHWHIO-
KOKKOBOW MHMEKLMMN OCTaeTCs OTKPbITbIM.

KnuHu4yeckumn cnydyam MUTOXOHAPUANBHOMU renaTtonaTtum

NMukoBcKas A.A., bavrados M. U.

HayuHbi pykoBoauTtens: NMonskosa C.U., A.M.H., npodeccop

PrA0Y BO «Poccuincknin HaumoHanbHbIM UccnegoBatenbckui MeanumHekum YuneepeuteT um. H.W. Muporosa», MocKBea,

Poccuickas degepauus

AKTyanbHOCTb. MuTOXOHAPUaNbHble renatonatum —
rpynna peakux 3aboneBaHui, NPUYNHOM KOTOPbIX ABASIOTCH
aHOMannn CTPYKTYPbl U GYHKLMKM MUTOXOHAPWIA, NpUBOASLLMNE
K OCTPOM MU XPOHMYECKOM NMEYEHOYHOW HEeAOCTaTOYHOCTW.
CyLLecTBYIOT MepBUYHbIE renatonatiun, pa3BuTUE KOTOPbIX
CBSI3aHO ¢ JedeKTamu TpaHCcnopTa AEKTPOHOB MK OKUCHe-
HMS KMPHBIX KUCOT, U BTOPUYHbIE, NPU KOTOPbIX NOBPEXKAE-
HUS MUTOXOHAPUI MOTYT GblTb PE3YALTaTOM HE3aBUCUMOIO
naToNorM4yeckoro npotecca.

KnuHunuyeckui cnyyan. Naunent C., 5 mec. Moctynun nna-
HOBO B OTAE/NIeHMEe raCTPOIHTEPONOrMKN POCCUMCKON AETCKOM
KAMHWYECKOM 60MbHULLBI C HANPaBASIOWMM ANArHO30M «XpPo-
HUYECKUM XONIeCTaTUHECKUI renaTut», NoLO3PEHUEM Ha CUH-
apom Annaxuns ¢ uenbto BepuduKaumm amarHosa. AHamHes
3ab60neBaHns: ManbyuK OT 7-i 6epeMEHHOCTH, 5-X poaoB Ha
32-1 Hep (2 aeTen 340pOBbI, 2 BblKMAbILWA, 2 HEOHaTaNbHble
CMepTU B BO3pacTe 3 CyT), NpoTeKaBLlen Ha GOHe recTaumoH-
HOro caxapHoro guabeta (HbA 1c (cp) — 8%), kenesonedu-
LMTHOM aHemuun 1-1 cTeneHu, BUpyca npoctoro repneca Iga,
TOKCOMNa3mMo3a, KpaCcHyxu, XpOHUYEeCKoM GpeTonnaLeHTapHom
HepgocTato4yHocTh 1-1 cT. OueHka no APGAR — 7/7 6annos.
Mony4yan 3amMecTUTENbHYID Tepanuilo cyppaKTaHTOM, Ablxa-
TenbHyo noaaepxKy CPAP, aHTMGaKTepunanbHylo, reMocTaTtu-
YecKyto, MHOY3MOHHYIO Tepanuio. B 6MOXMMUYECKOM aHanu-
3€e KpPOBU: GENOK-CUHTETMYECKas HedOCTaTO4YHOCTb MeYeHH,
CMHAPOM LMTONM3a, CUHAPOM XonecTasa. [Mnokoarynauus
naasmMeHHoOro remocrtasa, rmnodubpPUHOreHEMUS, CHUKEH-
Has aKTMBHOCTb aHTUTPOMOGMHA. LlepynonnasmuH CHUWKEH;
Medb B cbiBOpOoTKE — 0,391 mKr/an.

Hab6nogancsay aHAOKPUHOSIOra c AMarHo30M: BPOXKAEHHas
ONCOYHKLMS KOPbl HAAMNOYEYHUKOB, HEKTaccuyecKas popma.
Mo Y3WN 6ptowHOM NONOCTU: MPU3HAKKM NepuBe3nKaibHOro
oTeKa. [MNepTeH3MOHHbIM CUHOPOM, CUHAPOM [ABUraTenb-
HbIX W BEreTo-BucLEepanbHbIX HapylweHWn. feHeanornyeckum
aHaMHe3 OTArolleH: cmepTb TeTU pebeHKa B Bo3pacTe 2 fneT,
cMepTb 2 cMbCcoB B HEOHATalbHOM Nepuoae.

MpuocmoTpe: poct— 56 ¢cMm, Bec— 4100 r. dusnyeckoe pas-
BWTWE OYEHb HW3KOE, rAapMOHKYHOE. BenKkoBo-aHepreTMyeckas
HefgocTaTo4yHOCTb 1-M cT. CocTosiHME pebeHKa Tsaxkenoe. Koxa

cMyrnasl, ¢ 3feMeHTaMuM MPaMOPHOCTH, 4ucTas. Buaumble
C/I3NCTble 060/I04YKM 6eAHO-PO30BbIe, YMUCTblE. OAKOXKHO-
KMPOBasi KNeTyaTKa pasBuTa HeJOCTaTOuHO, pacnpegeneHa
paBHOMEPHO, NepUdPEPUYECKUX OTEKOB M MACTO3HOCTU HET.
MbIWEYHbIN TOHYC CHWMXEH. leyeHb +3 BHM3 U3-NoA Kpas
pebepHOM ayrK, anacTuyHas, 6e36one3HeHHas. CeneseHKa He
nanbnupyetcs. Ctyn 2—3 pas3a/aeHb KalwuueobpasHbln, 3ene-
HoBaTbIM. OTMeYaeTcs KpynHopasmallUCTbIn TPEMOp.

KoHcynbTauma odTanbMonora: 4acTuyHas artpoodus
COCKa 3puTenbHOro Hepsa o6oux rna3. KoHcynbTauus
HeBposiora: NOCNeACTBUSA NepUHaTalbHOrO NOPaXKeHUs LieH-
TpaibHOM HEPBHOM CUCTEMbI, 3aAeprKKa MCUXOMOTOPHOro
pa3BuTUS. KOHCynbTalms reHeTUKa: No COBOKYMHOCTU Kiu-
HWKO-aHaMHECTUYECKUX AaHHbIX AnddepeHunanbHas ava-
FHOCTMKa MPOBOAMTCS B rpynne MWTOXOHAPUANbHbIX 3H3U-
MOMMWONATUI, B HaCTHOCTU MUTOXOHAPMA/bHbIX FenaTonaTui.
PesynbraTtbl 06cnefoBaHui: cekBeHMpoBaHue HK — myTa-
UMM B 2-M U 3-M 3K30He reHa DGUOK xapaKTepHbl 4715 CUH-
apoma wuctoweHns MTAHK, renatouepebpanbHon GopMmbl,
ayTOCOMHO-peLeccMBHOE HacnegoBaHue. buoncua neyveHu:
dnb6po3 nevyeHn F2 no METAVIR. KnuHWYeckuin aHanm3a
KPOBMW: aHEMWs TAXENOW CTEeNeHW CMeLaHHOro reHesa.
BroXxMmMMyecKkui aHanmMa KpoBu: runepaMMOHUEMUS, NaKTa-
Taunaos, rmnornMKemMus.

HecmoTpsa Ha NpoBOAMMYIO TEpanuio, COCTOSIHWE pebeH-
Ka NPOrpeccuBHO yxyaLanochb.

OTmMevanocb HapacTaHWe cepaedyHO-COCYyAUCTOM U Ablxa-
T€NbHON HeAOoCTaTO4YHOCTU. [MpaBOCTOPOHHUIM FeMoTOpaKc,
remMopparm4yecknin LWOK, NPaBOCTOPOHHWM MHEBMOTOPAKC.
PeaHuMauMOHHbIE MeponpUusATUS abPEKT He umenu, pebe-
HOK CKOHYascs.

JAunarHocTuyecKkas LeHHOCTb. [1p1 NocTaHOBKe AnarHo-
3a npeacTaBieHne AOMKHO CTPOUTLCS U3 KIMHWKO-nabopa-
TOPHbIX KPUTEPUEB U MOATBEPIKAATLCA FEHETUKOM.

3aknouyeHune. [py OTArOWEHHOM reHeaNlorMyecKom
aHaMHese cneayeT oTBOAMTb 0COB0Ee MECTO MpeHaTanibHOM
anarHocTnke. CnocoboM poXKAEHWUS AEeTeW y OaHHOM napbl
SIBASIETCS IKCTPaKOpPnopasbHoe ONN0L0TBOPEHNE C UCNOSIb-
30BaHMeM MeToAa LMTonna3mMaTMyecKomn 3ameHbl.



UHPEKLUMOHHBLIX 3HAOKAPAMUT TPUKYCNUAANbHOIO KnanaHa
KaK OCJ/IOXXHEeHUe ABYCTOPOHHEWN AeCTPYKTUBHOU NHEBMOHUHU

CTaPUIOKOKKOBOM 3TUOJIOTUMN

MonogBa A.MN., Munéxuna M.10., Bpbisranuua C.10., KapnukoBa K.b.

Hay4Hbi# pykoBoauTenb: JlapuHa J1.E., K.M.H., JOLEHT

dIAQY BO «Poccunckun HaumoHanbHbiM UccnegoBatenbckun MeanumHekuin YansepceuteT um. H.U. Muporosa», MocKBa,

Poccuiickaa Pegepauus

AKTyanbHOCTb. MHOEKUMOHHBbIM 3HAaoKapaut (M3) —
TAXKENoe XKU3Heyrpoxatouiee BocnanutenbHoe 3abone-
BaHWe 3HAOKapha, MNPEeuMYyLLECTBEHHO C MOpaKeHnem
KnanaHoB cepgua. B negvatpuyeckon npakTuke yactoTa
BCcTpevaemoctn coctasnsier 0,05-0,12 cnydyaeB Ha 1000
[IETCKOro HaceneHus. Yalle Bcero natonorm4ecKknin npoLecce
pa3BMBaETCs Ha U3MEHEHHOM 3HAOKapAe Y AETEN C BPOXK-
AEHHbIMM MOpPOKaMu cepaua nocie WanM Ao XMpypruyeckown
KOppeKLMK, Ha GOoHe WMMMNIaHTUPOBAHHOIO KapavoBepTe-
pa-gedmnbpunnaropa, nocne AJIUTENbHONO MCNOSb30BaHUS
BHYTPMBEHHOIO JOCTyna [Ans MNpoBeAeHUs remMoauanunaa,
XMUMMoTepanun 1 obecnevyeHnss pebeHka napeHTepanbHbiM
NUTaHWEM, Y NOAPOCTKOB, WMCMONb3YIOLWMX WMHBEKLMOHHbIE
HapKoTMKK. OgHako B 8-10% cnydaeB N3 BcTpeyvaeTtcs
y aeten 6e3 aHoOManum CTpoeHus cepaua n GpakTopoB pUCKa.
Bbicokasi netanbHOCTb (20%) n TPyAHOCTb AMArHOCTUKKM U3
C MOpaKEHWEM HATUBHbIX KanaHOB ONPeAEensoT aKTyanb-
HOCTb M3YYEeHUsI TaKMUX KIMHUYECKMUX HabMoAEeHUN.

KnuHuuyeckuii cnyvyan. Manbumk M., 4 roga 7 Mec,
poaunca oT 2-i 6epemMeHHOCTH, 1-X onepaTtuBHbIX POAOB
(TazoBoe npeanexaHuwe, [OBOWHOE O6GBUTUME MYNOBUHbI)
Ha 38-11 Hep rectaumnun. 3aboneBaHne Havyanochb 18.08.2019
OCTPO C nogbema TemnepaTypbl 40 GeBpUibHbIX 3HAYEHUN
U nosiBneHns Kawna. B TevyenHne 10 gHen rocnutanmsa-
UMK MO MEeCTy XWUTenbCTBa nonydan uedTpuMaKCoH, panee
[IKo3aMuumMH. Ha ¢doHe Tepanuun GebpunuTeT coxpaHsncs,
Masib4yMK Obln BbiNncaH 6e3 ynydweHuns. 10.09.2019 rocnu-
Tanu3unposaH B PAKB YeuyeHcKon PecnybamMku ¢ guarHo3om
«ocTpas BHe6GONbHUYHAs MNPaBOCTOPOHHAS cpeaHefoneBas
NMHEBMOHUS CpeAHEeN CTENEHN TAKECTU», TAEe B Ka4ecTBe 3TH-
OTPOMHOM Tepanuu UCNoNb30BaNMCh NpenapaThl 3alluLLeH-
HbIX MEeHUUMNIMHOB. CamMOoCTOATENbHO MOKMHYB CTalMoHap,
nocne ob6pauweHus B MOPO30OBCKylO OETCKYD TOPOACKY
KIIMHUYECKYo 60nbHULY 18.09.2019 6b11 3KCTPEHHO rOCMuU-
TannM3nMpoBaH.

[Mpy NOCTYNNEHMN COCTOSIHUE TAXKENoe 3a CHET ABJIEHWUN
[OblXaTelbHOM HegocTaToyHOCTU (AH) M MHTOKCUMKALMOHHOIO
cuHapoma. KoxKHble NOKPOBbI 61edHble, C 3€MJIUCTbIM OTTEH-
KOM, LIMaHO3 HOCOry6HOro TPeyrofibHWKa. AyCKynbTaTUBHO
ObIXaHWE YKECTKOE, B HWMKHMWX OTAeNax BnakHble MenKomny-
3blpyatble xpunbl, 444 — 38/MuH, Sp02 — 92%. YCC —
135 ya/muH. MeyvyeHb M3-noa Kpas pebepHon ayru — 4 cm.
JlabopaTopHO — aHeMWs cpedHen CTEeNeHn TAKeCTu:
Hb — 84 r/n, HENTPODUNbHBLIN NENKOLMTO3 — NIENKOLMUTBI
22x109/n. Ha KT opraHoBs rpyaHon Kietku (OFK) npusHaku
[BYCTOPOHHEN MOSINCErMEHTAPHOW AECTPYKTUBHOW MHEBMO-
HUKU: MO BCEM CErMeHTaM JerKux MHOTMOYUCIEHHbIE OYaru
pazmepoM Ao 15x12 MM, YaCTU4YHO cofepKallne NosiocTy,
pa3mepamu go 8 MM B anametpe. B 4-m n 5-m cermeHTax
Y4YaCTKM YMIOTHEHUS NEFOYHON NapeHXMUMbI.

Ha ocHoBaHMK aHamHe3a, 1abopaTopHO-MHCTPYMEHTa b
HbIX JaHHbIX 1 OCMOTPa 6blNa AMarHOCTUPOBaHa BHEGObHMY-
Has ABYCTOPOHHSASA NoAMCErMeHTapHas NHEBMOHUS THKEN0ro
TEeYEeHMs, OCNOXKHEHHasa AECTPYKTUBHbIMU U3MeHeHusamu, OH
0-1. Ha ¢oHe npoBoanmMon aHTMOaKTepuanbHOM (METPOHMU-
faszon, uedTpMaKcoH Co CMeHOM Ha uedennum) n MHOY3UOH-

HOW Tepanuu COCTOSIHWE C OTpULAaTENbHON AMHAMUKON B BUAE
HapacTaHus aBneHun [H, MHTOKCMKauMOHHOro CUHAPOMA,
pa3BuTUSa cepaedHon HepgoctaToyHocTU (CH). O6beKTMBHO
23.09.2019: ToHbI cepaua NpUrnyweHbl, CACTONTMYECKHUA LLIYM
B 4-i To4Ke, HCC — 156 ya/muH, YOO — 45/MuH, Hapac-
TaHWe pa3MepoB MeYeHn U cenedeHkn — 7 1 1 cm us-noj
Kpasi pebepHOn yrn COOTBETCTBEHHO, OTEKM FOSIEHEN U CTON.
B KAMHWYECKOM M BUOXMMMUYECKOM aHanmM3ax KpoBU: Hapac-
Tan aHeMUYeCcKun cuHapom (Hb — go 62 r/n) n nemkountos
ao 30x109/n CO3 — 6onee 140 MM/4, C-peaKTUBHbIN
6enok — 0,2032 r/n, runonpoTtenHemms (06wmm 6enok — 61
r/n, anb6ymMuH — 26 r/n). Mo gaHHbiM AxoKI ot 23.09.2019
WHOPEKUMOHHbIN 3HAOKAPAUT C NOpaKeHWEeM TPUKycnuaanb-
HOro K/ianaHa: HeAoCTaTOYHOCTb YMEpPEHHas, peryprutaums
3+. B npoeKkumn CTBOPOK BU3yanuM3nMpoBanacb BbICOKONOA-
BUXKHas NIMHEWHas CTPYKTypa (BereTtauus), nponabupyouas
B MOJIOCTb MpaBoro npeacepaus, pasmepamu o 17 mm.
PacwurpeHne npaBbix oTaenoB cepgua. Ha Y3W opraHoB
MOLUOHKM OTEYHO-UHPUNLTPATUBHbLIE UBMEHEHUS MATKUX TKa-
Hen. Mo pgaHHbiIM 3K — cuHycoBasi Taxukapaus, anddys-
Hble N3MEeHeHUsI MMOKapaa. Ha ocHOBaHWK NpefcTaBAeHHbIX
[JaHHbIX Obln AnarHocTMpoBaH M3 TpuKycnuganbHOro Kna-
naHa, OCTpoe Te4YeHue, HeaOCTaTOYHOCTb TPUKYCNMAANBHOIO
KnanaHa 2-3-i cTeneHn. HegoctatoyHOCTb KpoBooOOGpalle-
HUA 2A KaK pedKoe OC/IOXHEeHUe Tsenoro 6akrepuanbHOro
CUCTEMHOrO npouecca Ha GoHe AEeCTPYKTUBHOM NMHEBMOHUU.
JcKkanauus Tepanum — gobaBneH BaHKOMULMH. bbina Hava-
Ta KoppeKuusa npasoxenygodykoson CH: dypocemug, cnmpo-
HONAKTOH, KanTonpu.

Mo pesdynsTataMm 6aKTepUanbHOro NOCeBa KPOBU Ha CTe-
punbHOCTb OT 24.09.2019 — poCT METULMISIMHPESUCTEHT-
HOro 30510TUCTOro ctadpunokokka (MRSA), 6bina npousBse-
[leHa CMeHa aHTubaKTepuanbHOM Tepanun Ha pudamnuumH
1 amuKaumH. Ha KT OFK ot 07.10.2019 nosiBneHune «cBe-
HUX» U YBENMYEHWE B pasmepax CTapbiXx o4aroBblix 06paso-
BaHWMN NErKMx ¢ NPM3HaKaMu AeCTPYKLUMK, NPaBOCTOPOHHMNI
rMAPOTOPAKC, YBENWYEeHUEe BHYTPUTPYAHbIX AUMOOY30B.
Ha ¢oHe npoBoaumon Tepanuu: debpuibHas nuxopagka,
BblpaXeHHbIN MHTOKCUKaLMOHHbIV CUHAPOM, OTpULaTeNbHas
OnHaMuKa no gaHHbiM IXoKI n KT. CoxpaHsinacb BbiCOKas
BOCManuTeNbHas aKTMBHOCTb, HapacTaHue NenKoLMTOo3a,
NPOKanbLUMUTOHMH 6onbwe 10 Hr/mi.

PebeHKy ¢ cenTM4yecKuM npoueccomMm 6bino PpeKOMEHIOo-
BaHO MPOAO/IKMTL Ha3HAYEHHYI0 Tepanuio TpeMs aHTUGaK-
TepuanbHbIMK NpenapataMu (BaHKOMULMH, pUbaMMULMH,
aMUKaLWH) M MPOBECTU TPEXAHEBHbIN KYpC BHYTPUBEHHO-
ro MMMmyHornooéynmHa. CocTosiHME MafibYMKa HECKONbKO
YAy4WKUAOCh: NMOSIBUACS anneTuT, cTan 6onee aKTUBHbLIM,
yMeHblunnack oAblwKa. OAHaKo fAMxopajKa coxpaHsnach,
nabopaTopHO HapacTanuM aHeMus u nenkouuTtos. Tepanus
Oblla CKOPPEKTUPOBAHaA C YH4ETOM Pa3BUTUSA PE3UCTEHTHO-
CTM MUKPOOpraHuMama no AaHHbIM MoceBa KPOBW — OTMe-
Ha BaHKOMWUMHA, pudamnuumHa, BKIOYEHUE NnHE30nnaa.
YyuTbiBasgs MNporpeccupoBaHue [ObixaTelbHOM W CcepaeyvHo-
cocyaucton HepoctatoyHocTH, 04.11.2019 manbyuK O6bin
nepeBefeH B OTAENEHNE peaHUMaLmK.
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Short Report

KpaTtkue coobuieHus

13.11.2019 ycuneHue abixaTeNibHOW U cepaeyHoOn Heao-
CTaTo4HOCTU. brieaHble KOXKHble MOKPOBLI, Nepuop6uTanb-
Hbl LIMaHO3 MpK Harpyske, BPEMS KanwaisapHOro HamnosHe-
HMa 4 ¢. OTEeKM Ha roneHsx, Nnue, XmMBoTe, acunTt. CMmellaHHas
OAblllKa, BTSXKEHME YCTYNYMBbLIX MECT. YYWUTbiBas aKTUBHbIN
MHOEKLMOHHBIN NpoLuecc, 6bi1 NPOBeAEH KOHCUIMYM U BblO
pelweHo BO3AepraTbCid OT ONepaTMBHOrO BMellaTenbcTBa
W MNPOAOIKMTL aHTUGAKTEpPUaNbHYlD Tepanuio (aMMKaLMH,
nnHesonua, cynbdameTtokcason). C 15.11.2019 B Koaryno-
rpamme BblpaxeHHas runokoarynaumns (MTU — 17%, dpubpu-
HoreH — 0,71 r/n). 22.11.19 oTMeYeHO HapacTaH1e NenKo-
umTo3a (70x10°/n), TpombBoLmTONEHUn (50x109/1), ypoBHSA
MOYEBUHbLI (15 MMONb/N) U KpeaTuHKHa (149 MKMOnb/n),
ACT — 7916 Eg/n, ANT — 23363 Ea/n, ITT — 214 Ea/n,
e — 422 Ea/n, NAr — 23363 Ean/n, 6unupybmH —
255 MKMonb/n (npamasa ¢pakuns — 146 MKMONb/N), runo-
npoTeMHEMUU (anbbyMuH — 24 r/n, 06nn 6enok — 61 r/n),
Na — 162 mmonb/n, K — 3,2 MMonb/n. Ha peHTreHorpamme
OlK aByCTOpPOHHME MHOUNBLTPATUBHbLIE U3MEHEHUS, YBEU-
yeHue pa3mepa cepaedHon teHn (KT — 0,65). B auHamuke
OTMEY€EHO HapacTaHue rugpoTopaKkca. ManbyumK 6bls1 UHTYOU-
poBaH, npoBoaunacb MeaukaMeHTo3Hasa cegaums. Ha doHe
Ba30MPECCOPHON NMOAAEPKKU COCTOSHUE KpaWHe Tsaxesnoe,

CEeNnTUYECKMIN LLOK, CUHAPOM MOSMOPraHHOW HeAOoCTaToOYHO-
CTU: cepaeyHas HegoctaTovyHocTb HK2A, abixaTenbHasa Hego-
cTtato4HocTb lll, ocTpas noyeyHas HeQOCTaTOYHOCTb, OCTpas
neyeHo4yHas HefoOCTaTOYHOCTb, CMHAPOM AMCCEMUHUMPOBAH-
HOrO BHYTPWMCOCYAWCTOrO CBEepPTbiBaHMsA. HecmoTpst Ha npo-
BoAMMble Meponpuatua: UBJ1, nepuToHeanbHbIM Ananus,
MHOY3MOHHaa Tepanusl, TpaHchy3ns CBEXKE3aMOPOKEHHOM
nnasmbl U KpUonpeuunurata, aHTMGaKTepranbHas Tepanus
(manToMULUMH, oCcHOMULNH, MeponeHem ¢ 22.11), npoTuBO-
rpubkoBasa Tepanua (KacnodyruH), cegauus (deHTaHun),
Ba3onpeccopHas noadepKa (HopagpeHaauH, AonaMuH),
remoctaTnyecKkas tepanus (BuTamuH K), cMepTb MasnbyunKa
HacTtynuna 09.12.2019.

3aknoyeHue. [NpeactaBneHHoe HabnAAEHWE OEMOH-
CTPUPYET peKoe pa3BUTME KamaHHOM NaTofiorMu ¢ nopa-
KEHWEM TPUKYCMMAANbHOro KnanaHa Ha GoHe cenTMyecKoro
npouecca. Ba)XHO NOMHUTb, YTO MacCMBHasa GaKTepueMus,
KaK Mpu AECTPYKTUBHOW MHEBMOHWM, MOMKET OCMIOMKHATHCSA
nopaxkeHuem cepaua. N3, BbiaBaHHbIM MRSA, xapaktepnay-
eTCa TAXENbIM MPOrpeccupyownum TeYeHneMm, AeCTpyKumnen
KnanaHoB ¢ HapacTtawouwen CH. CBoeBpeMeHHOe Ha3Hauye-
HWE 3TUMOTPOMHOM Tepanuu — HeobXxoauMoe YCroBue AN
CHUXEHMS NeTanbHOCTHU.

AHLUA-accouuMmMpoBaHHbIA BaCKYJIUT

NMoxeawesBa I.10., TuxoHoBckun MN.A.

HayuHbi pykoBoauTenb: JlapuHa J1.E., K.M.H., AOLEHT

PrA0Y BO «Poccuincknin HaumoHanbHbIM UccnepoBatenbckuit MeanumHekum YunsepeuteT um. H.W. Muporosa», MocKBea,

Poccuiickas degepaums

'BY3 «Mopo30oBcKas feTcKaa ropoackas KinHuyeckas 6oMbHULA [lenapTameHTa 3apaBooxpaHenns ropoga MocKBbI»,

MockBa, Poccuickaa degepauus

AKTyanbHocCTb. AHL|A-accounMpoBaHHbIN CUCTEMHbIN
BaCKynnMT — rpynna 3aboneBaHui, XapaKTepu3yrLlmnxcs
XPOHWYECKMM MMMYHHbIM BOCMaNeHUEM CTEHKU MENKUX
COCYyA0B, MNONMMMOPOHON KIMHUYECKOW KapTMHOM C 4acTbiM
BOBJIEYEHWEM JIETKMUX WM MOYEK W HanMyuMem LMPKYInpy-
IOWKNX ayToaHTUTeNn K uutonna3me Hentpoodwunos (AHLA).
CoBpeMeHHasi HOMeHKnaTypa BblaenseT cneaytowme AHLA-
accouMMpOBaHHblE BACKYAWUTbl: rpaHyfemMaTto3 C Noju-
aHrumtom (BereHepa); MWKPOCKOMWYECKUW MNONUAHTUUNT;
303MHOOUbHbBIA TpaHyneMaTto3 ¢ nofnaHrumToM. [aHHoe
3ab6osieBaHNE COMPSAXKEHO C BO3AENCTBUMEM BHELIHEN cpeabl
y FEHETUYECKM MpeapacrosioKeHHbIX nogen. Betpevaetcs
[ocTaToyqHO peako: 20 cnyyaeB Ha MUAJIMOH HaceneHus.

KnuHu4yeckun cnyvai. [lesoyka B., 12 net, 21.01.2020
3KCTPEHHO NOoCTynuaa B NpuemMHoe otaeneHne Mopo30oBCKoM
[ETCKOWM ropoACKOMN KITMHUYECKON 60M1bHMLbI C }aiobaMu Ha
nepudeprnyeckme oTeKn B Hag/106KoBoK o61acTn U obnactm
HOT ¥ UBSMEHEHUS B aHaNM3ax KPoOBU M MOYM (@HEMUS U NPO-
TenHypus). U3 aHamHesa: ¢ gekabps 2019 r. 6bi1n Kanobbl
Ha cnabocCTb, B Te4eHWe Mecsla Ha neBom 6eape nosiBuacH
remopparmyeckun anemeHt. 15.01.2020 Ha ¢oHe 6naro-
nony4yms nosiBunacb TowHoTa, 16.01 — ogHOKpaTHO pBOTa,
18.01 — XWAKWUK CTyA.

Mpn ocmotpe: YA — 27/muH, YCC — 125/MuH.

Na6opatopHo B KpoBu: Hb — 52 r/n, KpeaTUHWH —
716 MKmoOnb/n, moyeBuHa — 40,3 MMonb/n, o6WuMn
6enok — 47 r/n, anbbymmH — 22 r/n, K — 7,5 mmonb/n;
B Moye: 6enok — >3 r/n, aputpountbel — 200 Ki/MKA.

CocTtosiHMe pebeHKa 6b110 pacLEHEHO KaK Tsxesnoe.
[eBoyKa 6bl1a rocnutanMaMpoBaHa B OTAeIEHUE peaHu-
MaLMK U MHTEHCUBHOM Tepanuu.
21.01.2020 remoTpaHcdy3ns 3puTpoLUTapHOW B3Be-
cbto 10-15 mn/Kr.

22.01.2020 44, — 25/muH, HCC — 115/muH; AO —
100/70 MM PT. CT.; OTEYHOCTb JiMLA, HOM, MNAaCTO3HOCTb
Kucten. bbina Ha3HavyeHa 3amMecTuTeNbHasf no4vevyHas
Tepanusa (3MT). 3aknoyeHue: 6bICTPONPOrpeccHpyomm
rnomepynoHedput (BMIH), ocTpoe no4ye4yHOe MNOBPENK-
neHune (OMM). B 6/x kpoBu: Ha ¢oHe 3MT mMovyeBUMHa —
24 MMOSb/N, KpeaTuHH — 440 MKMoNb/N. bbin Ha3Ha4veH
renapuvH 150 E[l/Kr/cyT n nynbc-Tepanus MeTUANPEeaHU-
30n0HoM 1 r B/B 1 pa3 B AeHb 3 OH4, 3aTeM 1 pas yepes
[€eHb.

24.01.2020 nabopaTopHo: Hb — 71 r/n, KpeaTUHUH —
339 MKMO#b/N, MoYeBMHa — 16,7 MMOAb/N, anbbyMUH —
26 r/n. Y3W opraHoB OpOLWHON MNONOCTU: yBENUYEHUE
JINHEWHbIX Pa3MepoB NeyvyeHn, 6e3 U3MEHEHUS MapeHXUMbI,
YMEPEHHOE KONMYEeCTBO CBOOGOAHOM KMUAKOCTM B OPIOLLIHOM
nonoctu. K Tepanun 6bin0 gob6aBneHO OAHOKpaTHOE BBede-
Hue umknodpochammaa 600 mr B/B.

27.01.2020 otmevanacb aHn3okopus. Ha MPT ronoBHo-
ro Mo3ra: Npu3HaKu KUCTbl annudusa.

28.01.2020 61eAHOCTb KOMHbIX MOKPOBOB COXpPaHs-
€TCsl, MacTO3HOCTb /MLA, OTEKM cTon. [emopparnyeckux
BbICbIMA@HWUN He 6bl1I0 OOHaPYXEHOo, Ha nepeaHen noBepx-
HOCTM neBoro 6egpa nanbnupoBanca 6e360/IE3HEHHbIN
y3en 0,5x0,5 cm. lpn aycKkynbTauuu: KecTKoe [AbixaHue,
ocnabneHHoe B HWXHMX otaenax. AL 140/95 MM pT. CT.
OnuroaHypus. bbina nepeBedeHa Ha Tepanuio NpeaHU30-
noHom 60 wmr/cyT, umknodpochamma oaHokpaTtHo 600 mr
B/B KanenbHo. 3[T 6bi1a NpoAo/IKeHa.

31.01.2020 npu3HaKM MeauKaMEHTO3HOro cuHApoma
MueHko — KywwuHra. JlabopatopHo: Hb — 76 r/n, kpeatu-
HUH — 126 MKMOAb/N, MOYeBMHA — 7,2 MMOJb/N, 0BLIKH
6enok — 48 r/n, anbbyMnH — 36 r/n. Mpn nccnegoBaHuu:
ANCA screen 3,6 (N <1); pANCA/AT kK MPO — 76,8 Ea/mMn



(N = 0-10,0). bbin noctaBneH anarHos: HeKpoTM3UpyoLLMI
AHLIA-accoummpoBaHHbIv Backynut. AHLIA-accoumMmMpoBaHHbIv
6bicTponporpeccupyowmn rnomepynoHedput, OIM. bbin
Ha3Ha4veH amnoaunnuH 2,5mr 2 p/cyt. 01.02. 2020 KT-opraHos
rpyaHon nonoctu: KT-KapTMHa MHOMECTBEHHbIX ABYCTOPOH-
HWX MOJIMCErMEHTAPHbIX 04aroBbIX U3MEHEHWI; TMAPOTOPaKC
cneBa, HebO/blUOE KOMMYECTBO XMWAKOCTM B MpaBOW MeB-
panbHOM MOSIOCTM M B nepukapae. [BYCTOPOHHSA nonucer-
MeHTapHas NHeBMOHMS. K npeawecTBytoLen Tepanum 4onosn-
HUTENbHO OblN Ha3HavyeH MeponeHem 10 Mr/Kr Kaxible 8 Y,
Ko-TpnmoKcasoa 480 mr 2 pasa B AeHb A/IUTENBHO.

03.02.20 yxyalweHune obllero CocTosHus: cyodebpusib-
Haa Temnepatypa. A — 118/78 mMm pT. cT. JlabopaTopHoO:
KpeaTuHUH — 283 MKMO/fb/N, MOYeBMHaA — 24 MMONb/A,
obumm 6enok — 27 r/n, anbbymmnH — 33 /1, NEMKOLMTO3 —
12,87x109/n. KWC 6bina KomneHcMpoBaHa. KnMHu4ecKni
aHanna mouu: 6enok 3,3 /N, U3MEHEHHbIE 3PUTPOLIUTHI
NOKPbIBaIN CNNOLWb BCE MOE 3PEHUS.

04.02.20 cobpaH KOHCWMYM, Ha KOTOPOM Obl10 MpU-
HATO pelleHne O NPUCOEAMHEHUU Tepanuu PUTYKCMMabom
375 Mr/m2 — 4 neg.

05.02.2020 aycKynbTaTMBHO Habntoaanaucb cpeaHenysblp-
YyaTble BNa)KHble XpWMbl B HUXHUX oTaenax nerkux. Y4 —
32/MUH. [narHo3: MUKPOCKOMWYECKMM nonuaHrmumt, AHLA
NONOXKMUTENbHbIN, C opaxeHnem novek (bIMrH) v nerkux (remop-
parMyeckun anbBeonuT). PeHTreHorpadusi opraHoB rpyaHoM
KNETKU: PEHTreH-KapTUHa WHPUALTPATUBHBIX WM3MEHEHUI
C 06enX CTOPOH, NPEUMYLLECTBEHHO crnpaBa. Hannune xuaxo-
CTW B IEBOM U NpaBOK NneBpasbHbIX MOA0CTAX. BPOHXOCKONUS:
aMddy3Hoe avanenesHoe ABYCTOPOHHEE IErOYHOE KPOBOTEY-
Hue. femopparvyecknn 6poHXUT. JlabopaTopHO: TPOMOOLM-
Tbl — 84 Tbic/MK. MNoaknoyeHne K annapaty UBJI.

07.02.2020 Y3W nneBpanbHOW MOMOCTU: 3XO-MpPU3Ha-
KW rmapoTopaKkca cfieBa W BbIParKEHHOW MMMNOBEHTUAALMM
NEeroYyHon TKaHW B 3adHeKaydalbHbIX OTAenax Jerkoro
cnesa.

09.02.2020 6pOoHXOCKOMNUS: remopparmyecKkmm 6POHXMT.

10.02.2020 peHTreHorpaduss opraHoOB rpyaHOM KneT-
KW: 4acTMYHOEe BOCCTaHOBNEHWE BO3[YLIHOCTU JIEFOYHOM
napeHxnmMbl ¢ 06enx CTOPOH; APEHaX B NpaBoKn nneBpasb-
HOW MOMIOCTW; MPU3HAKM NPaABOCTOPOHHEro rnapoTopaKkca.
12.02.2020 KynupoBaHWe Er0YHOr0 KPOBOTEYEHUS.

13.02.2020 npu ocmoTpe: aHypus. JlabopaTopHO:
Hb — 100 r/n, TpombouuTel — 113x10°%/1, nernKoLu-
T03 — 20x109/51, Mo4eBMHaA — 35 MMOJIb/N, KpeaTUHUH —
320 MKmonb/n. Y3W no4yeK: 3HauuTeNbHOE HapylueHue
reMoANHaMMKM.

24.02.2020 ymepeHHOe KpOBOTEYEHWE CO CAMBUCTbIX
060/104€K, Bblpa)KeHHas TPOMBOLIMTOMNEHNUS, OTCYTCTBME KOa-
rynauum B TecTax, NoBbILEHNE aHTU-Xa-aKTUBHOCTH, METEXMM
Ha TyNoBMLLE M KOHeYyHOoCTaX. KT-ronoBHOro Mosra: npuaHa-
KM OTEeKa MO3ra, MHOXECTBEHHbIX BHYTPMMO3rOBbIX KPO-
BOWU3NUAHUN, BHYTPUIKENYAOYKOBOrO KpoBoTeveHuns (BXKK),
cy6apaxHonaanbHOe KPOBOWU3NUSAHUE, BEHTPUKYIOMEranus.
Bblio NnpoBeaeHo onepaTMBHOE BMELWATENbCTBO: UMMNaHTa-
LISl HAPYXHOro BEHTPUKYNAPHOrO apeHaxka. KT B AMHamMuKe:
NPU3HaKM HapacTaHWsl OTEKa FoIOBHOMO MO3ra, BKIMHEHME
MO3}e4Ka B 60/1bLIOE 3aTbl/IOYHOE OTBEPCTUE, MHOXKECTBEH-
Hble BHYTPMMO3roBble KpoBousnusaHusa, BXXK. OctaHoBneHo
BBeEHWEe renapuHa, BBeAeH npoTaMuHa cynbdaT 25 wmr,
TpaHcdy3nsa Kpuonpeunnutata 4 oo3bl.

25.02.2020 Y3[ 6paxvouedanbHbiXx apTepuin: B Maru-
CTpanbHbIX cOCyaax ¢ ABYX CTOPOH KPOBOTOK YETKO He onpe-
nensietca. Y3U nneBpanbHbIX MOMNOCTEN: CieBa — MWHMU-
MaflbHOE KOMMYECTBO XKMAKOCTU. Y3U GpIOLWHON NOMOCTH:
NpPU3HaKK acuuTa.

27.02.2020 npu ocmoTpe: aToHUYecKasa Koma (UKD 3).
AHypus. JlabopaTopHO: aKTMBHOCTb Mo KBuKy — 70%,
MHO — 1,25, NB — 14,4 c; ¢oubpuHoreH no Knaycy —
4,68r/n; TB— 26,1 c; AHTB — 32,1, aHTU-Xa-aKTUBHOCTb —
0,12 E/mn. 3MT 6bina BO306HOBAEHA. Tepanus ocTanacbh
NPeXxKHAS.

05.03.2020 KnuHuvecknin aHannsa Kposu (02:00): nen-
KounTbl — 1,2x10%/n; aputpoumntsl — 2,38x1012/n, Hb —
71 r/n; rematokput — 20,5%, Tpom6oLnUTbl — 3x10%/n,
ammountel — 24,1%, n/a — 15%, c/a — 70%. KLIC:
HEKOMMNEHCUPOBAHHbIN METaboNMYECKMI aumnaos, rMnornu-
Kemus, runepbunnpybruHemus.

buonornyeckasa cmeptb 05.03.2020 B 11:10. Mo aaH-
HbIM MaTofioroaHaToMMyeckoro BCKpbITMS oT 06.03.2020
npeaBapuTenbHbiM  AnMarHo3: HekpoTtusupytownn AHLIA-
aCCOLMUPOBAHHbIA BaACKY/IUT, HEKPOTUYECKMUK MUKPOIMO-
nnaHrnut. OCNOXXHEHWS: BblpaXKEHHbIM remMopparn4yeckum
CUHAPOM, MHOMECTBEHHblE KPOBOM3NUSAHWA B BELECTBO
rONOBHOrO MO3ra, pPacnpoCTpPaHEHHble KPOBOM3NWUSHUSA
B JIerkue, ABYCTOPOHHMI reMOorMapoTopaKc; remorngpone-
puTOHEeyM. HenocpeacTBeHHOW MPUYUMHOM CMEPTU siBUNAchb
nonvMopraHHas HegocTaToyHoCTb. Mopdonornyeckoe nccne-
[loBaHuWe opraHoB B paboTe.

3akno4yeHune. Hekpotusupywouwmn AHLA-accoumnmpo-
BaHHbIM BaCKy/IWUT TpebyeT MOBbIWEHHON HACTOPOMKEHHO-
CTM WU aKTUBHOW TaKTUKW BeAeHWUs BBUAY CTPEMUTENbHO
pa3BuBatloLeNcs NoIMopraHHOM HeaoCTaTOYHOCTU M BbICO-
KOro pucKa neTanbHOro ucxoaa.

BpoxaeHHas AUCPYHKLUA KOPbl HAANOYEYHUKOB

TpudoHosa E.NU.
Hay4Hbi# pykoBoauTensb: NMNoguuHeHoBa [.B., K.M.H.

Drb0yY BO «CMBUPCKUIA rocyaapCTBEHHbIM MEAULMHCKMI YHUBEPCUTET» MUHUCTEPCTBA 34paBoOXpaHeHns POCCUIMCKON

depepaumun, ToMmck, Poccuinckas depepauus

AKTyanbHOCTb. BpoxaeHHas OnchYHKUMS KOpbl Haano-
Ye4yHMKOB (aapeHoreHunTanbHblM cuHapom; BAKH; kog no MKB
E25.0) — rpynna 3a6oneBaHni ¢ ayTOCOMHO-PELLECCUBHbIM
TUMOM HacNefoBaHWs, B OCHOBE KOTOPbIX NEXWUT AedeKT
OAHOro U3 GEPMEHTOB WKW TPAHCMOPTHbLIX GEKOB, MPWUHMK-
MaloLWMxX y4actne B GUOCMHTE3E KOPTU30/a B KOPe Hagmno-
yeyHnkoB. Camon yacton popmon BAKH sasnsercsa gedbmunt
21-rngpokecunasbl (6onee 90%). Hactota gaHHOro 3aboneBa-
HWS B MMPOBOW MNONYNSLMK, paccyUTaHHas no JaHHbIM HEOHa-
TanbHOr0 CKPWHKHra, coctasnaser or 1:20000 go 1:20000
MBbIX HOBOPOXKAEHHbIX. B Poccun, MO AaHHbIM CKPUHUHIA,

yacToTa coctaBnseT 1:9500. KnnHuyeckas KapTUHa KaxKaomn
dopmbl BAKH ob6ycnoBneHa gepuuMTOM FOPMOHOB, CUHTE3
KOTOPbIX HEBO3MOXEH NpK JaHHOM bepMeHTaTUBHOM 610Ke,
M M3O6bITKOM HaKananMBaeMbIX MpPeAWecTBEHHUKOB. Takum
06pa3oM, M36bITOYHas ceKpeuus Haano4YeyHMKOBbIX aHApPo-
reHOB MNPOUCXOAUT B MNepuoa MnosoBor AMdpdepeHLUPOBKHU
(9—15-9 Hepenss amMOPUOHANbHOIO Pa3BUTUS), YTO Y MNIOA0B
C Kapuotunom 46XX npuMBOAMT K BUPUAU3ALMU HaPYKHbIX
reHuTanui. BHyTpeHHWe nonoBble opraHbl 4EBOYEK pa3BMBa-
oTCs NMpaBwibHO. CTeneHb MacKyMHU3aLUMK NPKU POXKAEHMM
MOXET BapbMpoOBaTb OT CNerka runeptpopUpoBaHHOro Kiu-
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KpaTtkue coobuieHus

TOpa A0 MOSIHOCTbIO MYXCKOrO CTPOEHUS reHuTanun. Y manb-
4YMKOB (46XY) UMeeT MecTo NpexkaeBpeMeHHOE NoNoBoe pas-
BuTHe (MMNP) No U3oceKcyanbHOMY TUMY U paHHEE 3aKpbiThe
30H pOCTa C nocneaytoLen HU3KOPOCOCTbO.

OpUrMHanbHOCTb. [1pK OTCYTCTBUM 3aMECTUTENbHOW rop-
MOHanbHoM Tepanuu (3IT) y AeBOYEK C KnaccuyecKnmu dop-
MaMKu afpeHOoreHuTanbHoro cuHapoma passusaetcs MNIMP no
reTepoceKcyanbHOMY TUMY (YBeNMYEHUE B pa3Mepax 1 Hanps-
YKEHMEe KNUTopa, YCKOPEHUE TEMMOB pocTa, 6bICTPOE Nporpec-
cvpoBaHMe KOCTHOrO BO3pacTa, NpexAeBpeMeHHoe ajpe-
Hapxe), pe3dynbTataMn KOTOPOro ABAAOTCS HU3KUN KOHEYHbIN
POCT, TMPCYTU3M, colinanbHasa ae3agantaums u 6ecnnoaue.

KnuHunyeckun cnyyam. B Havane 2019 . B 3HAOKPHUHO-
nornyeckoe otaeneHne [eTcKkon ropoAackon 6o0nbHuULbl N2 1
(OArb N? 1) B nnaHoBOM MoOpsiAKe MOCTynunia nauuneHtka b.,
5 net. uarHo3 npu MNOCTyNJEHUN: BPOMKAEHHbIE aApeHO-
reHWTanbHble HapylweHus, cBfi3aHHble ¢ aeduumnToM dep-
MEHTOB. [lpy NOCTYM/JIEHUMN MaTb MaUMEHTKU Npeabssnsna
Kanobbl Ha yBenuM4eHwe rpyau, nosiBjieHne Boaoc Ha Nobke,
4acTylo CMEHY HaCTPOEHMS U NOBEAEHUS U BbICTPYIO NPUGaBKY
B pocTe M Macce Tena. M3 aHamHe3a MauMeHTKU U3BECTHO,
4yTO pebeHOoK OT 4-i 6epeMeHHOCTU. bepemMeHHOCTb NpoTeKa-
Na ¢ yrpo3ow npepbiBaHus. Poabl GU3MON0OrMyeckne Ha cpoke
40 Hen. HacneactBeHHOCTb OTAroweHa no 3abosieBaHMaM
LMTOBUAHON XKene3bl: AndPy3HbIM 306 y 6paTa NauUeHTKH;
MEHapXe Y *KeHLIMH B cembe B 11—-12 neT. U3MeHeHMEe HapyK-
HbIX MOMIOBbIX OPraHOB MaTb AEBOYKM 3aMeTUIa C POXKAEHMS.
TonbKko B HOsGpe 2015 1. (B BO3pacTe 2-x NIEeT) Ha MeaMLMH-
CKOM OCMOTpE Y r'MHEeKofora AaHo HamnpaB/ieHUe K SHAOKPU-
Hofory, HO obpalleHuss K Bpayy He 6bino. BecHon 2016 T.
nosiBUIOCb OBONIOCEHME Ha NobKe. O6paTUINCh K TMHEKOOTY
NOBTOPHO. BblNKM NpoBeaeHbl MccnefoBaHWs U OBGHaPYKEHO
nosbllleHne 17-OH-nporectepoHa, KOCTHbIM BO3PACT OT UIOHSA
2016 r. cooTBeTcTBOBaN 6-7 rogaMm (Ha TOT MOMEHT one-
pexeHne nacrnoptHoro Bo3pacTta Ha 3—-4 roga). Ansa 6onee
TOYHOW BepudPUKaLMM OvarHo3a nauMeHTKa Oblia Hanpas-
neHa B b N2 1. Npun o6cnegoBaHMm BbiSIBAIEHO MOBbIWEHNE
17-OH-nporectepoHa, CHUXKEH KOPTMU30/1, NOBbLILLEH TECTOCTE-
poH. HasHa4veHa Tepanus ruagpokoptndoHom 08:00-15:00-
22:00 no 2,5 Mr. Y 3HAOKpMHOIOra Habnaanucb NOCTOSHHO,
17-OH-nporecTepoH U KOCTHbIM BO3pacT Mo MECTY XWUTesb-
CTBa He uccnegosanu. B ceHTabpe 2017 r. npoBeaeHa onepa-
LMS — NAacTMKa HapyKHbIX NONOBbLIX OPraHoB.

MaTb AeBOYKM OTMEYaET, YTo € cepeanHbl 2017 r. 3ameT-
HO YBENMYMAUCL MOJIOYHbIE XKenesbl. MocnegHsas rocnuTa-
nn3aumna Ao HacTosllero MomMeHTa 6bina B uioHe 2018 T.
C *anob6amu Ha yBenM4eHMe MOJSIOYHbIX KeNes, 0BOSIOCEHNE
Ha no6Ke. MNauuneHTKa 6blla NOBTOPHO 06¢cnefoBaHa, BbisiB-
NleHo: yBenunyeHne ONNNKYNOCTUMYINPYIOWEr0 ropMoHa
(PCr), nioTenHn3unpytoLero ropmoHa (1N, actpagmona; Y3U
opraHoB manoro Tasa (Y3 OMT) — reHuTanum Ha Bo3pacTt
7 net (Ha TOT MOMEHT NacnopTHbIM BO3PacT 5 SIET); KOCTHbIN
BO3pacT Ha 12-15 neT; npoBeaeHue npobbl ¢ AudepennHom
0,1 Mr — Bbl6poc 6onee 10 Hr /N cBUAETENLCTBYET 06 UCTUH-
HOM MpeXaeBPEMEHHOM MOJI0OBOM Pa3BWTWM; MOBbIWEHUE
17-OH-nporectepoHa. Peb6eHKy 6bli1 Ha3Ha4YeH TPUNTOPEUH
B no3e 11,25 mr 8/m 1 pa3 B 3 Mec, CKOppPEeKTMpoBaHa Ao3a
rMapoKoptTM3oHa ao 12,5 mr/cyr. Co cnoB matepu, npuem
npenapaToB He MPOMNYCKaloT; TaKXKe 0TMeYaeT B6bICTPYHO Npu-
6aBKy B pocTe 1 macce Tena (3a nocnegHve 6 mec npubasu-
na 7,5 cm B pocte, 10 Kr B Macce Tena). B okta6pe 2018 .
pebeHOK N0 MeaMKOo-CaHUTapHoM aKkcnepTnie (MCI) BHeceH
B KaTeroputo pe6eHoK-MHBaNMA CPOKOM Ha roa.

MocnenHsas rocnutanu3auus B AHBape 2019 r. [lpwu
06beKTMBHOM ocmoTpe pocT — 123,5 cm (110 cm), mac-
ca — 29,2 kr (23,0 kr), SDS poctra = 2,6, SDS mac-
cbl = 2,03. du3nyeckoe pa3BUTUE NALMEHTKU OLIEHMBAETCA

KaK BbICOKOE, rapMOHMYHOE (BbICOKOPOCIOCTb, OMMPEHUE
2-i cTeneHu). TenocnoxeHne GeMmHHoe, MOAKOKHO-KUPO-
Bas KieTyaTKa pas3BWTa M36bLITOYHO, pacnpegeneHa npe-
MMYLLECTBEHHO MO a6AoMMHaNbHOMY Tvny. MNonoBble opraHbl
cPOpMMpPOBaHbI MO KEHCKOMY TUMY, MPaBUAbHO (NOocae nna-
CTUKM HapyXHbiX reHutanum). Nonosoe passutne Ax — 1,
P — 2, Ma — 3, Me — HeT. B peaynbratax aHann3a obpalia-
0T Ha ce6s BHMMaHWE MoKa3aTenn ropMOHanbHOro Mcche-
noBaHus o1 31.01.19: 17-OH-nporectepoH — 279 HMONb/N
(0,24-7,82); AKTI — 81 nr/mn (MeHee 46); peHnH — 47,2
MKMEa/mn (2,8-46,1); KopTtuson Kposu 08:00-39,3
HMoNb/N (150-660), 16:00-137,4 Hmonb/n (150-660);
nponaktuH — 618MME/n (105-660), dCI' — 1,2 MKME/n
(1,0-4,2); nr — 1,4 mME/n (0,3-1,0); TectocTepoH —
0,02 Humonb/n (0,1-0,35); actpagnon — 0,05 HMONb/N
(0-0,029); TvpeonaHbin ctatyc (TTl, cB.T4) — 6€3 nartoso-
rMn. PeHTreHorpadus KUCTEN pyK M ny4e3anscTHbIX CYyCTaBOB
0T 29.01.19: KoCTHbIM BO3pacT cooTBeTcTBYeT 12—-15 rogam.
bes AMHaMUKU B CpaBHEHUU C PeHTreHorpadpuen oT MIoHSA
2018 r. Y3 OMT ot 01.01.2019: pa3mepbl 4 pa3BuTHe
reHUTaanm COOTBETCTBYIOT HOpMe Ha 9-10-neTHUi BO3-
pacT (Bo3pacT 5 net). Y3 OMT ot utoHsa 2018 r.: pa3mepsbl
W pasBUTME TEeHWUTaNUW COOTBETCTBYIOT HOpME Ha 7-NneT-
HUM Bo3pacT. Y3U mMonoyHbix xenes oT 29.01.19: Hannuune
YKENe3ncTon TKaHM yKa3blBaeT Ha OMeperKeHuWe MonoBoro
pa3BuTna. KoHcynbTauusa Bpava-reHetvka ot 11.02.19: no
aHaMHEeCTUMYECKMM AaHHbIM, 0GbEKTUBHOIO OCMOTPa M Napa-
KIMHWYECKMM AaHHbIM Y MaLMEHTKM COYETaHHas naTonorus:
aflpeHOoreHunTanbHblin CUHAPOM U cuHapoM (MNP (xpomocom-
HbIM aHann3 oT 10.10.2016-46XX, }KEHCKUN KapuoTun).

Ha ocHoBaHWW NpoBeaeHHOro o6¢cneaoBaHns 6bi ycTaB-
fleH auarHo3: BporkaeHHas AUMCOYHKLMS KOpbl Haamo4veu-
HWKOB, BUpunbHaa ¢opma. ConyrtcTBytowmnn anarHos: MIMP
LEHTPaNbHOro reHesa, No U30CEKCYyasbHOMY TUMY, HEMoHoe
(Tenapxe, nybapxe). OxkupeHue aK30reHHO-KOHCTUTYLIMOHA Tb-
Hoe 2-1 cTeneHun (SDS macchl: 2,03), HapylleHUe TonepaHT-
HOCTW K yrnesoaam. lMNauneHTka 6bina BbincaHa B yAOBAET-
BOPUTENIbHOM COCTOSIHUW. [lpoBedeHa KOoppeKuus Tepanuu
C y4eTOM MOJIyYEHHbIX 1abopaTopPHbIX AaHHbLIX: MOBbIWEHA
[03a npenapaTta rmapoKopTn3oH ¢ 12,5 mr/cytao 17,5 mr/cyr.
YBenuyeHa Ao3a npenaparta TPMMATOPENWH COracHoO Macce
Tena c 2,5 mr/mec go 3,75 mr/mec B/m 1 pa3 B 28 gHew. Ha
OCHOBaHWK NabopaTopHbIX AaHHbIX 1 0GBbEKTUBHOrO OCMOTPA
CKNladblBaeTcs BrnevyaTieHne, YTo MalMeHTKa HeperyaspHo
NPUHUMAET Ha3Ha4yeHHble npenapaTtbl, NO3TOMY C MaTepblo
pebeHKa 6blna npoBeAeHa pa3bsacHUTENbHasA 6eceaa.

O6ceyxpaeHue. BAKH — reHetuyeckoe, noTteHUManbHO
NneTanbHoe 3aboneBaHne, KOTOPoe UMEET HEeTKMIW AnarHoCTu-
YECKUI MapKep, M ONTUMaNbHbIM O6LWEMUPOBLIM METOAOM
€ro ANarHOCTUKM B HacTosIlLee BpeMs SBASETCS HeoHaTalb-
HblM CKPUHWHI. OH JaeT BO3MOMHOCTb BepudULMpoBaTb
OnarHo3 B paHHeM Bo3pacTe, HadHayuTb 3IT, 4yTo HeobXxo-
OWMO [ANS FTapMOHWMYHOINO CBOEBPEMEHHOr0 (GWU3MYECKOro
M NONOBOr0 PasBWTUS, U MO3BOSIET COXPaHUTb KayecTBO
KM3HM NaumeHToB. [JaHHble KNMHUYECKOro ciydyast NoKasbl-
BalOT Ba)KHOCTb CBOEBPEMEHHOrO BbISIBJAEHWUS W Tepanuu
BPOMAEHHON AUCPYHKLMU KOpbl HaanoyYe4yHWKoB. B cBA3M
C JOCTaTO4HO N034HMM Ha3HadyeHnem 3I T He yaanocb nsbe-
»KaTb NpOrpeccMpoBaHns 60M1e3HM B BUAE MACKYIMHU3aALNK
HapYXHbIX MNOMOBbLIX OPraHOB, PaHHEro nosBneHus nybapxe
W Tenapxe B Bo3pacTe 3 NeT, pe3Kon NnpubaBKKW B Macce Tena
0o 10 Kr n pocte ao 7,5 cm. 3aboneBaHne He 6b1/10 CKOMMNEH-
CMPOBaAHO B AOCTAaTOYHOM Mepe U3-3a HU3KOM MPUBEPIKEH-
HOCTM MaTepu NaUMEHTKM K neveHuto. MHOrodpakTopHOCTb
naTosioruu TpebyeT BeaeHus pebeHKa cneumanmcTtamum pas-
HbIX Mpodunen: neguaTpom, 3HAOKPUHOJSIOMOM, YPOSIOroMm-
aHAPOOroM, TMHEKONOrOM, NMCUXOOrOM.
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BBepeHue. [OMOUMCTUHYPUA — HacneAcTBEHHOE ayTo-
COMHO-peLieccMBHOe 3aboneBaHne M3 rpynnbl aMUHOALM-
gonatun, o6ycnoBfieHHOEe MyTauMsiMKU FeHa, KOAMPYHOLWEro
depmMeHT uuMcTaTMOHCHHTa3a. BcneactBve HegocTaToO4vHO-
CTW LMCTaTMOHCMHTa3bl HapywaeTca UMK npeobpa3oBaHus
METMOHWHa. B pesynbraTte noBbllWaeTcs ypoBeHb METUOHMHA
M FOMOLMCTEMHA B CbIBOPOTKE KPOBW, MOSIBASETCA FOMO-
LUMCTUH B KPOBM, KOTOPbIM 06GpasyeT HEKPOTUYECKU aere-
HepaTMBHbIE Y4YacTKM B MOYKax, CeneseHke, CAU3MUCTbIX
060/104Kax, NOBpEeX4as COCYAUCTYIO CTEHKY WU CTUMYIUpPYs
Tpom6oo6pa3oBaHue. TakKKe U3MEHSAETCS 0OOMEH COeauHU-
TENIbHOW TKaHM.

Pasnuyaor B6-3aBUcMMY0O 1 B6G-pe3ucteHTHyo ¢op-
Mbl 3aboneBaHusl. B KaMHMYEeCKoM KapTuHe npeobnajga-
10T YMCTBEHHas OTCTanoCTb ¢ GpOPMUPOBAHMEM O4YaroBOWM
HEBPONOrMYECKON CUMMNTOMATUKK, IKTOMUA XpyCcTanuka,
CKeneTHble gedopmaumm, TPOMOBOIMOBONNK U KapaMOBaCKy-
NipHaa NaToNorus, XapaKTepHbl Takxe GeHOTUNUYecKue
0COBEHHOCTH, T.K. AaHHble NaLMeHTbl 4acTo HabnatoaalTcs
C Aucnnasven coeguHuTeNbHOW TKaHu. [na 3aboneBaHus
XapaKTepHbl NOIMMOPOU3M U NPOrPeANEeHTHOCTb TEYEHHS.

AKTyasbHOCTb T€MbI CBfi3aHa C TeM, Y4TO AaHHOe 3a60-
neBaHMe Heobxo4MMO MPaBUIbHO U CBOEBPEMEHHO AMarHo-
CTUPOBAaThb, T.K. FOMOLMCTUHYPUS OTHOCUTCS K XKU3HEYrpPoXKa-
oMM, PEeAKMM 3a60/1eBaHUSAM, NPUBOASALLUM K MHBANULHOCTH
N COKPALLEHWIO MPOLOSIKUTENBHOCTHU KUSHMU.

KnuHuyeckun cayvan. MaymeHt M., 13 net. ¥anobbl
Ha rO/IOBOKPYKEHME, FONOBHYIO 60/b, WATKOCTb MOXOAKM,
Kocornasue, NnoBejeHYecKme HapyLeHus.

Peb6eHoK 0T 1-11 6epeMeHHOCTH, 1-X poaoB. bepeMeHHOCTb
npoteKkana Ha @oHe aHeMWKu, HENPOLMPKYISPHON AUCTO-
HUW, C Yyrpo3om npepbiBaHna B 20—22 Hepd. [JOHOLWEHHbIN,
npu poxaeHun macca Tena 3600 r, anvHa Tena 54 cwm,
no wkane APGAR — 8/9 6annos. [lo 3 neT poc 1 pa3Bu-
Basncs HopManbHO. C 3 neT 3agepKKa peyeBoro pasBuTHS.
MpodurnakTnyeckmne NpnMBMBKK MO BO3PACTy. TenocnoxeHune
MapdaHonogobHoe. ACTeHMYECKas KOHCTUTYLIUS.

B 5 net y pebeHKka NosiBUIUCH Kanobbl Ha HapylleHne
3pEHNS (CHUXKEHME OCTPOTbl 3peHns ao —15 auonTpuin),
BbIIBUIN MUKpochepodakuio obomx rnas. posBoananchb
HeOoHOKpaTHble onepaTuBHble BMmewaTenbctBa B HMUL,
rnasHbix 60ne3Hen um. fenbmronbua. 27.08.2019 Haxoauncsa
Ha NJ1aHOBOM rocnuTanu3aLmmn B otaeneHnn odTanbMonormm
MOpO30BCKOM AETCKON rOPOACKON KIIMHWUYECKOW BONbHULbI
4N NpoBedeHUs OnepaTUBHOrO JIeYeHUs 3KCMnaHTauuu
WHTPaoKynapHbIXx nMH3 (MOJ1) ¢ neBOW CTOPOHLI, nepea-
Hen BUTpaKkTomun. 09.09.2019 nosaBuINCL CUbHAsA rON0B-
Has 60/b, FONIOBOKPYXKEHME, WATKOCTb NOX0AKM. OCMOTpPEH
HEBPOJIOrOM: COCTOSIHWE TAXENoe, Kocornasune cxogsiieecs
OU, aBuMKeHus rnasHblX 610K OrpaHuW4YeHbl, AUM3apTpus.
Mpo6a bappe nonoxutenbHasa cnpasa, B NpaBoWn pyke cuia
CHUXeHa go 3 6annos, B NpaBov Hore — Ao 4 6Gannos.
3anoo3peHo 0CTPOE HapyLeHMe MO3roBOro Kposoobpalle-
HUS B 6accenHe N1eBor CNMHHOMO3rOBOW apTepUn.

Ha MPT 6bin1 BbiiBNEHbI CTPYKTYPHbIE UBMEHEHNS NEBO-
ro MOMepeyHoOro U NPOoAO0SIbHOrO CUHYCOB, 06YCNOBMIEHHbIE
TPOMGO30M, M pacliMpeHre NPaBoro NONepeyHoro CuHyca.

BeHO3HbIN MHDapKT Mo3ra. Ha Koarynorpamme — noBblLle-
HUE YPOBHSA roMmoumcTemHa o 128,32 MKMOnb /1.

Pe6eHoK 6bin nepeBeaeH B OPUT, HayaTa renapuHoTepa-
nusa 18 Eg/Kr. Ana UCKI0OYEeHUs BocnanmuTelbHOro npouecca
LIEHTpanbHOM HEPBHOW CUCTEMbI MPOBOAMNACH NtoMbBanbHas
NMYHKLXS, HO NatosiorMm He 6bIN0 BbiIBNEHO. Ha cneaytoLmi
JeHb Obll OTMEYEH reHepann3oBaHHbIN TOHMKO-KIOHMYe-
CKWIW CYLOPOXHbIA MPUCTYMN, KYNMpoBaH BBEAEHWEM pena-
Huyma. Ha KT ronoBHOro Mmosra KapTnHa Tpom603a npaBoro
nonepeyvyHoro, CUrMOBUAHOIO CMHYCOB, NPaBOW BHYTPEHHEN
SIPEMHOM BEHbI, CarnTTanbHOro CUHyca C pacnpocTpaHeHWeM
Ha MOBEPXHOCTHble BeHbl. [10 AaHHbIM TaHAEMHOW Macc-
CMEKTPOMETPMUMU METUOHUH B Npeaenax HopMbl.

Y pebeHKa ycTaHoBNeH AuarHosd: TpoM603 BEHO3HbIX
CMHYCOB TFO/IOBHOIMO MO3ra (caruMTTanbHOro Ha BCEM Mpo-
TAXKEHWUK, NONEPEYHOro U CUrMOBMAHOrO crnpasa). TpoM603
BHYTPEHHEW MNpaBOW APEMHON BeHbl. BEHO3HbIM WMHbaAPKT
Mogra. Tetpanape3 D>S. OU. Cxoasilieecs CoapyHecTBeH-
HOe anbTepHUpYtoLLEEe NOCTOSSHHOE BTOPUYHOE KOCOrnasue.
OD Cy6ntokcauusa MOJ1. OU Aptudakus.

Hayata HuM3Ko6enkoBas pAueTa, MNPOTUBOCYAOPOXK-
Hasa Tepanusa — neBeTupaueTam 10 Mr/Kr 2 pasa B CYTKM
B,/B KanesibHO, BUTaMnHoTepanus — ButamuvH B6 200 mr B/B.

17.09.2019 nepeBedeH B OTAENEHWE TremaTonoruu
ONS NPoAo/MKeHUs o6cnefoBaHUsa M Jied4eHuss Tpom6030B.
Ha ¢oHe npoBoaMmon Tepanuu oTMeyanacb MOMOXKWUTENb-
Has AMHAMUKa — CHWXeHune romouumctenHa 23.09.2019
no 23,77 mkmonb/n. Mo gaHHbIM MPT ronoBHoro mosra ot
28.09.2019 Habnoganach NONOXKUTENbHAA AMHAMWKA B BUae
perpecca paHee OMWCaHHOro CuHyc-Tpom603a. Ho coxpa-
HAMMCb dparmMeHTbl TPOMBOTUYECKMX Macc MO XOody BOBAe-
YEHHbIX CMHYCOB C MPU3HAKaMMW HapylleHWs KPOBOTOKa. Ha
KoaryfnorpaMmme roMOLUUCTENH CHU3mNCA 4o 15,8 MKMonb/ .

MpoBeaeHO MeanKo-reHeTUYeCKoe nccneaoBaHme, MoMCK
MyTaunn B reHe CBS Ha HacneacTBeHHble MeTabonnyeckne
3aboneBaHns, B pesynbTaTe KOTOPOro onpegeneHa Muc-
CEHC-3aMeHa B reTepo3UroTHOM COCTOSIHMM B 5-M 3K30HE
reHa CBS. [laHHas 3aMeHa onucaHa B MexayHapoaHou 6a3e
KaK natoreHHas. M Takxe HOHCEeHC-MyTaLmsa B reTepos3unroT-
HOM cocTosiHMKn B 14-m 3K30He reHa CBS. [laHHaa 3ameHa
He onucaHa B MeXayHapoaHOoM 6a3e no MyTauuam YyenoseKa
W He BCTpeYvaeTcsa B 340POBOM MONyAsLMK, NO AaHHbIM 6asbl
gnomAD. Ho, yunTbiBas TUN HYKIEOTUAHOW 3aMeHbl, BEPOAT-
HOCTb €€ MaTOreHHOCTH BeNrKa. Y poAHOM CeCcTpbl MalbynKa
TakKe Oblv BblBNEHbl NMOLOGHbIE MyTauuu M MOBbIWe-
HMe romouuncTerHa. [leBoyKe 6 neT, Xanob HeT, HayaTa
npodunakTnKa.

BbinucaH 13 ctaumoHapa 04.10.2019. loma npogonxan
NPUHUMaTb aHTUMKOArylasHTHYO Tepanuio AanbTenapuHoMm
HaTtpua 7500 EJl 2 p/Aa n/K, HU3KOGeNKOBas aneTa, BUTaMuH
B12 B/M 1 p/Hen 100 mkr, Butamunu B6 250 mr 2 p/a, ponu-
eBas Kucnota 5 mMr 2 p/a, NpoTMBOCYAOPOXKHYIO Tepanuio —
nesetupauymTtam no 500 mr 2 p/a.

MoBTOpHO rocnutanuauMposaH ¢ 05.02.2020 no
12.02.2020 B remaTto/iorM4yeckoe oTaeneHme ¢ Lenbio 4onon-
HUTENbHOro 06CcNefoBaHMNSA U OLLEHKN 3DDEKTUBHOCTHU Tepa-
nuun. Tpun NOCTynIEHNN }Kanobbl Ha 60U B HUKHKUX OTAenax
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MACKMI NeauaTpUUYEcKuin XKypHan.
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Short Report

KpaTtkue coobuieHus

rPyAHOro otaena no3BOHOYHWKa cneBa. Ha peHTreHorpadum
KapTMHa MHOXECTBEHHbIX KOMMPECCUOHHbIX WM3MEHEHUN
2-3-11 cTENEHU NO3BOHKOB FPYAHOro M MOSICHWUYHOrO OTae-
0B Ha poHe ocTeonoposa. NNpaBoOCTOPOHHUI CKONMO3 rpya-
HOro oTaena MO3BOHOYHWKA 1-M cTeneHu. JIeBOCTOPOHHUM
CKOJIMO3 MNOSICHUYHOro otgena 1-n cteneHu, rmnepnopnos.
Mpn obcnenoBaHWU TakKe Oblfla BbliBieHa TMNEpPromo-
umMcrenHemns o 57,7 MKmonb/n. CKOppeKTUpoBaHa Aaue-
Ta — HW3KOGenkKoBas AMeTa C WCKIOYEHWEM MPOAYKTOB
C BbICOKMM cofepxaHueM METMOHMHA, NPOAO/IKEHa paHee

Ha3Ha4YyeHHas BUTaMUHOTEpPanus, a TakXe Npuem nesetnpa-
umtama no 500 mr 2 p/a BHYTpb, 6aknodeH no 25 mr 2 p/a
BHYTPb, HUMecynua 100 mr 2 p/4 BHYTPb npu 6019X.

3akntouyeHue. [JaHHas KiMHU4YecKasa paboTa HaueneHa
Ha WANOCTPALIMIO CMIOXKHOCTM MOCTAHOBKM K/lacCUMYEeCKOoWM
rOMOLMCTUHYpUKU. Heobxoammo Bcerga Aep»katb 3TOT Aua-
rHO3 B AMana3oHe Bbl6opa Npu JaHHbIX KIMHUYECKMX MPO-
SIBNIEHUSAX, T.K. CBOEBPEMEHHAA AMArHOCTMKa WM NpPaBWIbHO
HayaToe /sieyeHrne MO3BONSAT NPeaoTBpaTUTL JanbHelee
yXyAleHWe COCTOSHMSA NaLneHTa.



