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PA3BUTUE NVHOEKLUN Y AETEVI
C ANNTACTUMECKOWN AHEMMEN
Cabyposa H.K.
HayuHbiii pykosodumenb: Enmypamoea A.A.
KnuHuka MeANUNHCKOTO MHCTUTYTa KapaKannaKCTaHa

BBepgeHue. AnNnacTUYeckon aHemuei Ha3biBAKOT Ha-
pyweHne dyHKLUUM KPOBETBOPEHMSI KOCTHOFO MO3ra,
npuBoasALLee K CHIKEHMIO KONMUECTBA BCEX 3NEMEHTOB
KpoBW. AnnacTuyeckas aHemus — OAHAa M3 caMblx TA-
XenblX pacCcTPONCTB remomno3sa. MHdekumus sBnseTca
OCHOBHOW NPUUNHOW CMEPTU Yy NALMEHTOB C annacTu-
YyecKon aHemuen.

KnuHunueckuit cnyyail. [lesouka I 12 net ¢ xanobamu
Ha nepuojuyeckoe nosbilleHNne TemnepaTypbl Tena Ao
39°C 3a cyTKu, C1aboCTb, BANOCTb, OTCYTCTBUE ANNeTn-
Ta, 60N1€3HEHHOCTb B aKTe Aethekauun, yxyalweHne o6-
LLLero CaMmoyvyBCTBUS B TeUEHUM MecsALa.

O6beKTUBHO: 06lee COCTOsHNE GONbHOMO TAXENoe
Mo OCHOBHOMY 3a60/1€BaHUIO, @ TaKXKe 3a CUeT UH(EeK-
LLMOHHbIX OCNOXHEHWUIA HA OHe annasnu KpoBeTBope-
HUA. MepuaHanbHbIn epmaTuT/remoppoil — 6e3 auHa-
MUKW, TTOAKOXHO-XKNPOBasA KNeTyaTKa pa3BuTa CKyLHO,
PaBHOMEPHO NO BCeMy Teny. 3eB rMNepTPoPUPOBaH, He
rMnepemmpoBaH. A3bik MOKPLIT 6efbiM HaneTom. Anne-
TUT CHUXeH. XXMBOT BU3yanbHO He B3AYyT, NanbnaTopHO
MATKMNIA, yMePeHHO 60NEe3HEHHbI N0 BCEM OTAENAM.

MpoBeaeHue NabopaTopHbIX MCCNEA0BAHMIA:

O6wWuit aHanu3 Kposu. femorno6buH — 52 r/n, 3puTpo-
uuThl 2,43x10%/n, TpOM6OLMTBI 133 TbIC/MKM, NENKOLM-
Tbl 11,1 Tbic/MKA, NUMDOUMUTDI 61,7%, CErMeHTOAAePHbIe
HeuTpounbl — 21,3%, NanoukosiAepHble HenTpodu-
bl — 3,0 %, CO3 — 20 Mm/u.

buoxumumuecknii aHanus Kposu. O6wWMnM 6Genok —
451/n, rnoko3a — 6,1 MMosb/n, MoYeBMHa — 8,3 MMONb/N,
KpeaTWHUH — 42 Mkmonb/n, ANT — 44 En/n, ACT —
28 Ea/n, Ca — 2,2 mmonb/n, weneso — 4,1 MKMONb/N.
Ha ¢doHe npoBoauMON KOMBMHMPOBAHHOW NPOTUBO-
rPMOKOBOW M aHTMBAKTepManbHOW Tepanun y nauu-
EHTKMN pa3BuCca cencuc B sugae nuxopagku fo 39.5°C ¢
03HO60M W HapylWeHWem reMoAnHaMUKK, Taxnkapanen
135 ya/MUH, ¢ 3aaepxKon Temnos auypesa. CocTosHue
MauueHTKM 3a Mepuoj HabnwpeHMs ocCTaBanocb TAa-
XXENbIM N0 OCHOBHOMY 3a60/1€BaHNIO, @ TAKXE 3a CYeT
hebpunbHOW HENTPONEHMN Ha (hOHE arpaHynouuTo3a.
3akntoueHne MCKT opraHbl rpyaHON KNeTKN B S6 neBoro
Nerkoro akCMNApHOM cybcermeHTe onpegensieTcs He-
NpaBuAbHO OBaNbHOW OPMbI NATONOMMYECKIIN YUACTOK
C Kancynoii C YeTKUMU 1 POBHbIMW KOHTYpamu pa3mepa-
Mn 12,6x6,2 mm. CTpyKTypa yyacTKka HEOAHOPOAHAA 3@
CYeT HaNnumns KanbLUMHATOB, NNOTHOCTb +83+297eaX. Ne-
pncoKanbHO ONpeAenstoTca eAMHUYHbIE oYaryu ynnoT-
HEHUA C YETKUMU POBHbLIMN KOHTYpPaMM pa3mepamu [0
3,0 mm. lpu3HaKkK NaToNoOrnyeckoro yyactka Sé neso-
ro Nerkoro ¢ eAuHUYHbIMU nepudoKanbHbIMK Ouara-
MU YNNOTHEHUA. 3ano403PeHo TeyeHne acneprunnesa
NErkux/MHeBMOLMCTHON NMHEBMOHUN — B XOf€ KNUHU-
ueckoro o6xoda C Lenblo [006CNef0BaHNs/BU3YANN-

3aLMM M Nocie MUKPOBWUONOrNYECKOro MccnefoBaHns
MPEeANOXKEHO BbINOMHEHNE BPOHXOCKOMUKU C 3a6OpPOM
BA/lT pns yTOUYHEHUs reHe3a MoOpaXeHus, NpoBeaeHud
TeCTa Ha ranakToMaHHaH (C Lenblo UCKMIUeHNs UHBaA-
3UBHOMO MUKO3a nerkux). Habnioganca AnnUTeNbHbIN
cTabunbHbln ebpunuteT Ao 39°C mMakcumanbHo. Mo
nokasaHuam nonydana 3T KOMMNOHeHTamu Kposu (cBe-
KE3aMOpOXeHHas Mnas3ma, 3p. Macca), 3anofo3peHo
TeUeHMe CENTUYECKOTO LOKA, HA (hOHE arpaHynounTo3sa
nauuneHTka nepesegeHa B OPUT, ¢ uenbio npoBegeHuns
VHTEHCUBHOWN Tepanuu 1 HabngeHNs peaHnmaTonora.

B OPUT nposefieHa Tepanus:

1. 3amecTuTenbHas Tepanus — CBEXe3aMOPOXEHHas
nnasma, 06nyyeHHas 3p. macca.

2. Crumynaums G-CSF

3. AHTM6aKTepuanbHas Tepanua (COrNacHO peLeHnto
KOHCMAIMYMa)

4, TpotusorpubkoBas Tepanusa (COrMAcHO peLIeHnto
KOHCUNMYMa)

5. MIpOTUBOBMpPYCHAs Tepanus (COrNacHo peLieHnto KoH-
cunnyma)

6. BBUT B pexume «off-label use» +/- npemeaukauus
(cornacHo peleHuno KOHCMANYMa)

7. Mynbc-Tepanus METUANPEAHN30N0HOM (cornacHo pe-
LWEHNIO KOHCUANYMa)

8. ConpoBofuTenbHasa Tepanus

MaumeHTKa B CTabUNbHOM COCTOSIHUM BbINUCbIBAETCS
U3 OTAeNeHMs JanbHenleld rocnutTannsaumm ans fo-
06cnenoBaHMs 1 BbiGopa TaKTUKK neveHus. Ha MoMeHT
0CMOTPa He NMXOPaauT. BuTanbHble nokasaTtenu B npe-
Aenax BO3pacTHOW HOPMbI.

3aknioueHue. [InnTenbHas HENWTpONeHUs ABNAeTCA
OAHMUM M3 Cambix 60nblUNX HAaKTOPOB pPUCKA Pa3BUTUS
MHQEKLMN C MHBA3NBHBIMU MIUKO3aMKU U BaKTEpUsAMN.
3T0 BHOCUT BKNaJ B CMEPTHOCTb Y NaLMEHTOB.

KNUHNYECKUI CITYUANR
HEOHATA/IbHbIX CYAOPOT
MomortoBa E.W.", Xanunosa B.®.1, boiko B.A."

HayuHbie pykosodumenu: k.m.H. Tymacoea M.X.2,
0.M.H., npogheccop lyoHukoea 3.B.

T ®rbOY BO PocTIMY MuH3apasa Poccum
2BY PO I'Kb N°20 B r. PocTOBe-Ha-[loHy

BeeaeHue. HeoHaTanbHble cygoporn (HC) — BoO3-
pacT-3aBUCMMble MPUCTYMbI, Pa3BUBAIOLLMECA B NEPBbIE
28 nHEN XW3HM Y [OHOLWEHHbIX HOBOPOXAEHHbIX U [0
44-N Heflenn rectaunuu y AeTen, POXAEHHbIX paHblie
cpoka. YactoTa BCTpeyaemoctu coctasnset 1,1-8,6 Ha
1000 HOBOPOXAEHHbIX.

KnuHnueckun cnyvail. [leBouka A. poaunach
07.12.2023 . B 61IM3KOPOACTBEHHOM bpake OT 3 bepe-
MEHHOCTU, MPOTEeKaBLLEN HA (hOHe TOKCMKO3a, aHEMNH,
aktusauuu BNl 11una B | TpumecTpe, OT 3 CPOYHbBIX One-
paTUBHbIX POAOB, MO WKane APGAR 8/8 6annos B yno0B-
NeTBOPUTENIbHOM COCTOSHIM C OTPULATENbHON JUHAMM-
KO Ha 2 CYTKM XN3HU B BUE MHTOKCMKALMK, HA 3 CYTKN
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2025 10A

XXM3HW 6bIN Ae6T TOHUYECKNX U KNOHWUYECKNX CYA0por
B COYETAHWUMW C rNa30JBUraTeNlbHON CUMNTOMATUKOW W
[bIXaTefibHbIMU HAPYLIEHUAMM, B CBA3MN C UeM Haxomu-
nacb Ha CTalMoHapHOM fieyeHumn B OTLeNeHnn NaTosno-
T HOBOPOXAEHHbIX N HeOHOLLEHHbIX (OMHHA) ¢ gmna-
FHO3aMU: BPOXJeHHasA MHeBMOHUA HEeOCNOXHeHHas, [1H
1-2 c1. CCH 0 cT.; cyaoporu HoBOpOXaeHHoro. Ha 21 cyT-
KV XXU3HM N0 HACTOSAHUIO MaTepu pebeHOK BbINMCaH Nog
ambynaTtopHoe HabnwaeHWe yyacTKoBOro negmartpa c
Ha3HauyeHneM NPOTUBOCYLOPOXHON TEpANUN.

30.12.2023 1. pebeHOK NOCTYNMUA C Xanobammn Ha of-
HOKpaTHbIA 3NN30[ CaMOCTOATENbHO KYNUpPyeMblX Cy-
L0pOor, OT rocnUTann3aLmnm maTb 0TKa3anach.

01.01.2024 1. pe6eHOK MOCTYNUN B CYLOPOXHOM CUH-
ApoMe, KYNupyembln BHYTPUBEHHbIM BBeAeHuemM «Cu-
6a30Ha», B CBA3M C UeM 6biN rOCNUTANM3MPOBAH B 0TAE-
NeHne aHeCcTe3NO0NOrUN U peaHNMaLMKN C AaNbHENWUM
nepesogom B OMHHA.

3a Bpema npebbiBaHWA B CTALMOHApe OTMeYanuchb
anu3oabl cypopor: 05-06.01.2024 . —KynupoBaHbl me-
AMKAMEHTO3HO, fanee Ha (DoHe NPOTMBOCYAOPOXHOM
Tepanuu — 1 pas B 4 AHA, C TEHAEHUMEN K YUaLLeHWIo, B
CBA3M C UeM Bblfa NepecMoTpeHa Tepanus, NocneaHuNn
anu3on — 03.02.2024 .

PebeHKy 6b110 NpOBEeAEHO KOMNIEKCHOe 06CneaoBa-
Hue: MLUP-ma3ka u3 poTornotkn — obHapyxeHa AHK I'B
6 TNa, Ha3HaueHo: MHTepdepoH anbda-2b 150 Toic. ME;
MPT ronosHoro mo3ra ot 24.01.2024 r. — MP-npu3Haku
TMNOKCMYECKN-WNIIEMNYECKUX W3MEHEHU TOMOBHOTO
mo3ra; 33 ot 10.01.2024 r. — 3adMKCMpOBaH NaTTepH
anunpuctyna; ot 21.01.2024 r. Ha MeJNKaMEeHTO3HOM
thoHe («Tpunentan» 0,6 mn, «Kennpa» 1,2 mi) — B Co-
CTOAHUM CHA 3aperucTpupoBaHa peruoHanbHas 3nu-
nenTUQOpPMHan aKTUBHOCTb HU3KOTO WHAEKCA B NEBOM
3aTblIOYHON 06nacTu; ot 10.02.2024 I. HA MeJUKAMEH-
To3HOM (poHe («Kennpa» 1,8 mr/cyTku, «Narnodepan»
3/5 Ta6.) — 3anunenTUOpMHas aKTUBHOCTb He 3aperu-
CTpMpOBaHa.

Bbinin nposefeHbl KOHCYNbTauum No cucteme Tene-
MEeANLMHCKOW KOoHcynbTauun ¢ GrAY «HaumnoHanbHbIM
MeJULMHCKUM NCCef0BaTeNbCKUM LLEHTPOM 3[10POBbA
netein» MuHsapaea PO, B xoae KOTOpPbIX NpOBOAMNIACH
KOppPeKLMs NpoTUBO3NMAENTUYECKOW Tepanuu, noj-
TBEpAUNACh LenecoobpasHoCTb NPOBeJEeHNs NOMHOIK-
30MHOTI0 CEKBEHUPOBAHMA.

AHanW3 KpPOBM Ha PacLINPEHHbIA CKPUHWUHF HOBO-
POXAEHHbIX OT 11.12.2023 1. — B npeAenax pedepeHc-
HbIX 3HauYeHWi. AHanU3 MOYM Ha OPraHWYecKne Kuc-
notbl OoT 05.02.2024 1. — noBblWeHa KOHLUeHTpauus
psda mMeTabonnToB. TaHAEMHas MACC-CNeKTPOMETpUS
OT 14.03.2024 r. — [aHHbIX 3a HAC/NeACTBEHHble amMu-
HoaLMaonaTuu, opraHuyeckne aumaypum n aedektol
MWUTOXOHAPWANbHOTO B-oKMCNeHNs He BbigBneHo. Mac-
COBOe MapanfiefibHoe naHenbHoe CeKBeHWpOBaHue oT
19.03.2024 1. — NaTOreHHbIX N BEPOATHO NATOreHHbIX HY-
KNeoTULHbIX BAPUAHTOB He BbiAB/EHO.

AHanu3 KpoBu Ha NOMHO3K30MHOEe CEeKBEHUPOBaHue
0T 26.12.2023 1. — BbIfIBIN PaHee He ONUCAHHbIA FOMO3U-
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FOTHbIN BapuaHT HYKNEOTUIHON NocnefoBaTeNbHOCTY
B reHe SLC6A5 (11-20638558-G-A), NpUBOAALLMIA K 3ame-
He aMMHOKMCNOTbI B 657 no3uuuu 6enka (p. Gly657Ser,
NM_004211). TOMO3UrOTHbIE U KOMMAYyHA-reTepo3nroT-
Hble BapuaHTbl B reHe SLC6AS onucaHbl y naLueHToBs ¢
runepakcniexkcuen.

3aKnioueHue. [leBoyka 6bia BbIMUCAHA U3 CTaLMO-
Hapa B Bo3pacTe 2 mecaua 12 AHen ¢ maccon 5433 1. B
yNOBNETBOPUTENBHOM COCTOSIHMK, NPOTUBOCYAOPOX-
Haa Tepanusa npogomxeHa. Nocnegyouiee HabnwaeHne
CBUAETENbCTBOBANO O GNArONPUATHOM TEUYEHUM 3a60-
fleBaHms, HOBbIX 3MM30/0B CYA0POr He OTMeYanoch.

NuuHbIii BKNAA. ABTOPbI CTaTby ABAAIOTCA COTPYAHU-
Kamu OMHHJ N22, no3TOMy MMeNin BO3MOXHOCTb NMPUHN-
mMaTb HemocpeACTBEHHOe yyacTie B YXOfe 3a nauneH-
TOM U HabNAEHNN ero B AuHamuke. Nponssenu 0630p
3apYBEXHbIX 1 OTEUECTBEHHbIX Ny6AUKALMA, NOAPO6HO
U3yumnm nctopuio 6onesnm pebeHka.

KNUHWYECKUI CNTYUAN
CEPO3HOIO MEHUHIUTA
AJIEHOBUPYCHOI 3TUONOI N
Nckanues b.A.

HayuHblli pykosooumernb:
K.M.H., doyeHm Kumupunoea 0.2

TOrbOY BO AcTpaxaHckuin TMY MuH3apasa Poccuu
2BY3 AO «OWNKB um. A.M. Huuorm»

BBepeHune. AneHOBUpYCHas MHdekums y aeten —
0CTpOe pecnupaTtopHoe 3aboneBaHue, Bbl3blBAEMOE
[HK-copepxawmm Bupycom, cemenctea Adenoviridae,
poaa Mastadenovirus. MyTu nepeaayun — BO3AYLWHO-Ka-
nenbHbIA, BOAHbIN («6oNe3Hb nnasaTenbHbiXx Haccei-
HOBY), peKanbHO-opanbHblit. Hanbonee yacTo 3a6one-
BaHMe Mopaaer [JeTeil mnaaLero so3pacrta (3-5 ner),
0C06eHHO B OpraHM30BaHHbIX KONNEKTUBAX, TAKUX Kak
JeTCKue Cafbl W WKOMb.

KnuHnueckun cnyuai. Pe6eHok M. 3 net, Haxoaun-
cA Ha neyeHun B FbY3 AO «OUKB um. A.M. Huuoru» ¢
06.01.2025 . N0 22.01.2025 1. C KNUHNYECKUM ANATHO30M:
AfleHOBNPYCHas WHGEKLNA, CEPO3HbIA MEHUHIUT, da-
PUHTOKOHBIOHKTUBANbHAA NUXOPAAKA, CPefiHel cTene-
HU TaxecTy (7.01.2025 . U3 CNU3M HOCOTNOTKM BbifeneH
afleHOBUPYC UMMYHONYopecLeHTHbIM MeTogom (UDM),
10.01.2025 — B nuKBOpe 06HapyxeHa [IHK ageHoBMpyca
MeTOJ0M nonumepasHon LenHoi peakuuu (MLP)).

PebeHok 3abonen octpo 03.01.2025 r. ¢ noBbiwe-
HUA Temnepatypbl Ao 39,2°C, ronoBHon 60nu, cnabo-
CTW, HACMOPKA, Kawns, 601M B ropne, KOHbIOHKTUBUTA.
06.01.2025 r. modABMNacb HeBpONiOrMyecKas CUMNTOMA-
TWUKa, pBOTa. bpurafon ckopon MeauLMHCKON NoMOLLM
[AOCTaBNeH B CTALMOHAp C AnarHosom «OcTpas pecnu-
paTopHas uHGekuua».

B cTaumoHape B nepBble TpOe CYTOK OTMEYanuchb
061,EeMO3roBble CUMMNTOMbI: TO/I0BHAsA 60Mb, PBOTA
«(OHTAaHOM»  MHOrOKpaTHas, K/IOHMKO-TOHUYECKne
CY[OPOry, HapyweHne CO3HAHUA B BUAE 3aTOPMOXEH-
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HOCTW. MeHMHIeanbHbIN CUHAPOM ONpeaensnca B Buae
PUrMAHOCTY MbIWL, 3aTbIIKA, CMMNTOMOB KepHura, bpy-
A3unHckoro. B nuksope 07.01.2025 r. — umT0o3 110 Kne-
Tok B 1 MKn. (60% HenTpocmnbl). IMKBOPHOE AaBne-
Hne — 230 mMm. BoA. CT. CaHaumsa NMKBOpa OTMeyanacb
Ha 15 JeHb OT Hauyana 3aboneBaHnss. MeHUHreanbHbIN
CUHIPOM XapaKTepM30Banca ANCcoumaLnen mexay Bbl-
PaXXEHHOW PUTMIHOCTbBIO MblLULL 3aThIfIKA 1 CNabo Bbipa-
XEeHHbIMU cumnTomamu KepHura un bpyasuHckoro. Mpu
nccnefoBaHun nukeopa metogom MLUP o6HapyxeHo
[IHK apeHoBupyca. B o6liem aHann3e KpoBu: NenKoLu-
Tbl — 4,5x10°/n, HenTpodunbl — 65,0%, CO3 — 15 Mm.uac.

Ha choHe KomnnekcHoW Tepanuu oTMedanacb nono-
XWUTenbHad AWHAMUKA B BUAE KYNMUPOBAHWUA MEHWH-
reafibHoOro 1 NUXOPagouYHO-UHTOKCUKALUOHHOIO CUH-
ApOMOB. BOMbHOW BbINMCAH B YAOBMETBOPUTENbHOM
COCTOSIHUMN.

MpeAcTaBNEHHbIA KNMHWUYECKUA Cyyall fBNseTcs
LLEHHbIM HamOMWHAHMEM O PefKMX, HO NOTEeHLMaNbHO
Cepbe3HbIX OCNOXHEHUN afAeHOBUPYCHON MHAEKUUM Y
JeTeil, a TakKe 0 HeOBXOAUMOCTW UCMONb30BaHUS CO-
BPEMEHHbIX METO0B AMArHOCTUKM ANs CBOEBPEMEH-
HOro YCTAHOB/EHMs 3TMONOrMM 3aboneBanus. Hanunune
(hapMHTOKOHBIOHKTUBANbHOW NUXOPAAKKM B COUYETAHNM
C HEBPONOrMYECKON CMMNTOMATUKON JOMKHO HacTopa-
XMBaTb Bpayeil B OTHOLIEHUWN BO3MOXHOFO Pa3BUTUS
MEHWHINTA afileHOBMPYCHOI 3TMONOrUM U TpebyeT 061-
3aTeNbHOro NpoBeAeHMs NIOMBaNbHON NYHKLWM C No-
cnepyowum MUP-nccnegosaHmem nuksopa.

3aknioueHue. AfEHOBUPYCHAs MHGEKLNs, noMumo
MOPAXEHNs1 PECNMPATOPHOr0 TPAKTa U KOHBIOHKTUBDI,
MOXET Bbi3bIBaTb WMPOKWIA CMEKTP Apyrux 3abonesa-
HWIA, BKKOUAS TaCTPO3IHTEPUT, LUCTUT U, KAK MOKA3aHO
B LJAHHOM Clyuae, MeHWHTUT. M03TOMy, Bpayam Heo6xo-
OUMO YUNTbIBAaTb BO3MOXHOCTb ATUMUYHOIO TeueHus
afIeHOBUPYCHOI NHeKLMK.

MUP-guarHoctuka nUKBOpa Mo3BosfeT YCTaHOBUTb
3TMOMOTMI0 MEHWUHIUTA W ONpefennTb TAaKTUKY neve-
Hus. CBOEBPEMEHHO HauaTas KOMMNEKCHas Tepanus,
HanpaBNEHHAA HA CHWKEHWE WHTOKCMKALMK, Kynupo-
BaHMe OTeKa MO3ra W NOAAEPKAHUE XUZHEHHO BAXKHbIX
(byHKLMRA, ABNATCA KNtoueBbiMKU dakTopamu 6Gnaro-
MPUATHOIO MCX0Aa NPU AAEHOBMPYCHOM MEHUHIUTE.

NnuHblil BKNAA. AHANN3 JaHHbIX KTMHUYECKOro Cny-
yas 1 NOAroTOBKAa MATEPUanoB Ansa Ny6ankaumu.

OAHOCTOPOHHSAA ATEHE3NS
NErOYHOI APTEPUI: PELKAS
MATONOINA C XXUSHEVIPOXAIOLLUMI
OCNOXXHEHNAMN

boHpapsHckas J1.A., bepkenuesa C.T.,
linwkosa M.A.

HayuHbili pykogodumernb: K.M.H., doueHm JlapuHa /1.E.

OrAQY BO PHUMY nm. H.A. Muporosa
Mun3gpasa Poccun (Mporosckuin YHnBepcuTer)

BeegeHne. OfHOCTOPOHHAA areHesns /eroyHon
aptepun (N1A) — peakaa BPOXAeHHAas aHOManus, 06-
YCNOBMEHHAA MOPOKOM PA3BUTMA 6-OW Ayri aopTbl B
pesynbrare An3amépuoreHesa. Mpu aaHHON NaTonormm
Pa3BNUBAIOTCA KONNaTepasnbHble apTepumn, KOMMNeHCUpy-
I0LIMe KPOBOCHABXKEHIE NErkKoro Ha CTOPOHE areHe3uu.
Mpu HeJOCTAaTOUHOCTM ACCOLMUPOBAHHOIO Cepaey-
HO-COCYANCTOro C6pOCa pPa3BMBAETCA /ErouHasa rm-
nepteHsua (1), koTopas cNoco6CTBYET NOBPEXAEHNIO
CTEHOK KonnatepasnbHbIX COCY/A0B U NPUBOAUT K KPOBO-
XapKaHblo, 0TEKY Nerkux.

PacnpoctpaHeHHoCTb naTonoruu — 1:30000 HoBOpO-
XAEHHbIX. Pefikas BCTpeyaeMoCTb 3a60neBaHus CBA3a-
Ha C €€ BO3MOXHbIM COYETAHMEM C TAXKENbIMU HECOBME-
CTUMBIMM C XXU3HbIO BPOXAEHHbIMU MOPOKAMMN Pa3BUTUA
CepAeYHO-COCYANCTOMN CUCTEMBI.

KnuHuueckuin cnyuait. [leBouka, 10 mecsues, no-
ctynuna B MATKB 3KCTPEHHO C KPOBOXapKaHbem anou
KpoBbio. MepBblil 3MM304 OTMeYancs B 8 MecsLeB, 3a-
Tem eAWHUYHbIE CNyYaun, a B 9 MecALeB — y4acTUINCD
[0 4 pa3 B CyTKU. 13 aHamHe3a U3BeCTHO, YTO AeBOY-
Ka [OHOWeHHas, B MeCAl, AMarHOCTUPOBaH fedekT
MEeXnpeacepaHON Neperopokn 6-7 MM, CEeMEMHbIN aHa-
MHE3 He OTAroLLeH.

Mo gaHHbiM KT 1 Ix0-KI 6bin BbisBReHbl /1T, runep-
Tpohma NpaBbiX OTAENOB, CHUWXEHUE COKPATUTENbHOM
cnocobHOCTM npasoro xenygouka (MXK), aHomanbHoe
OTXOX[eHne npason BeTen JIA 0T 06NUTEPUPOBAHHOTO
NMPaBOCTOPOHHEr0 OTKPLITOrO apTepuanbHOro NpoToKa
(OAM). Mpu nposeaeHun MCKT o6HapyxeHa areHesus
npason JIA, KPOBOCHabXeHe NPaBOro NIErkoro yepes
aopTO-NeroyYHble Konnatepanu 1 pacliupeHue neBoi
BeTBu JTIA. B neBOM nerkom yyacTku KOHCOnmaauum un
TAXUCTOro hubpo3a.

C uenblo cO34aHNA eANHOr0 UCTOYHWKA NErOYHOro
KpoBoobpauieHms 05.12.2024 r. 6bina NnpoBeAeHa 3HAO0-
BACKyNApHas 3MOONM3aLNSA KonnaTepanu, oTXoAsLLeN
OT NPaBoON NOAKMOUMYHOW apTEPUM K MPABOMY Nerko-
My, 1 nonbiTKa pekaHanusauum OATl. lMocne onepavum
Ha peHTreHorpamme O6HApYXeHa TUNOBEHTUAALMSA
MPaBOro Nerkoro, ycuneHme NeroyHoro pucyHka B 06o-
WX NEerknx, MHPUNLTPATMBHbIE U3MEHEHUS B NPAaBOM
NeroYHom none.

Mo  AaHHbIM  GPOHX0ANbBEOMSAPHOIrO0  NaBaxa
06.12.2024 1. — npofomkaroLLeecs KpoBoTeueHue crnpa-
Ba, BBMAY Yero 6bina NponsBefeHa 3HA0BACKYNAPHAs
Imbonu3aLus AByx 6POHXMANbHbBIX apTepuid U3 rpyaHOK
aopTbl U OT NPaBOil BHYTPUIPYAHON apTepui, NayLLnx K
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npaBomy nerkomy. Co CTOPOHbI CUCTEMbI FeMOCTa3a na-
TONOTMN He BbIABNEHO.

B auHammke Ha 3xo-KI 10-13.12.2024 r. — npu3Haku,
CBUIETeNbCTBYOWME O HapacTaHUW WILIEMUU MPaBbIX
OTAENoB cepAua BCNeAcCTBME MX runepTpodum: npo-
rpeccupytoliee yBenuueHue [aBfieHU U KOHEYHOro
juactonuueckoro pasmepa B DK, TpukycnupanbHas
peryprutaums. B cBA3nW ¢ HapacTaHWem NerovyHom ru-
nepteHsun 11.12.2024 r. 6bi1a Ha3HauyeHa crneuuduue-
ckas Tepanua: «CungeHadun Kapamo» & mr/kr/cyT B
3 npuema.

B 6MoXuMUUYECKOM aHaNN3e KpoBu OT 14.12.2024 1. —
NoBbILWEHHbIN ypoBeHb NT-pro BNP, cBuaeTenbcTeyo-
WK 0 cepaeuHoit HegocTatouHocTn (CH).

17.12.2024 r. 6pIna NPOBeLEHA 3HLOBACKYNAPHAA IM-
6onuzauns ABYX MeNKUX KonnaTepanbHblX apTepui,
MAYWMX K MpaBoMy JIerkomy, NonbiTKa pekaHanusauums
OAI. Ha PI 17.12.2024 1. COXpAHAIOTCA TUNOBEHTUNALN-
OHHble U3MeHeHUd, OTCYTCTBYET NONOXNTeNbHAA ANHA-
MUKa.

HecmoTps Ha MHOrO3TanHOE 3HA0BACKYNAPHOE Nneve-
HWe, IOCTUTHYTb CTOWKON PEerpeccun CUMNTOMaTUKLN He
yAanocb. B cBasm ¢ otcyTcTBMEM 3pdhekTa OT Imbonu-
3alnK, @ TAKXKe PUCKOM peLmanBa MaCCUBHbIX TEFOYHbIX
KpOBOTEUEHMi, 6bIN0 NPUHATO pelleHe 0 NPaBOCTO-
POHHeW NYNbMOHIKTOMMUN KaK eJMHCTBEHHOM BapuaHTe
NpefoTBPALLEHMNA XIU3HEYTPOXKAIOLLNX OCTOXKHEHWIA.

3aknioueHue. OnucaHue OaHHOro nauueHTa unnio-
CTpMpYeT 6bICTPOE NPOrpeccMpoBaHne CUMNTOMOB are-
He3un J1A n NI, koTopoe noTpebyeT NyNbMOH3KTOMMUMU.
HecneundmuHoCTb CMMNTOMOB, peaKas BCTPEYAEMOCTb
1 Manas 0CBEAOM/EHHOCTb 06 3TOW NaTONOrMKM Npea-
CTaBNAET TPYAHOCTU ANA ee [UArHOCTUKY, B CBA3N CUYeMm
opraHocoxpaHsiolee ornepaTuBHOE fleYeHne MOoXeT
OKa3aTbCsl HECBOEBPEMEHHDBIM U HEI(h(DEKTUBHBIM.

CBOEBPGMEHHOE ANarHoCTUpoBaHue N nevyeHne faH-
HOW MaTonornu Mo3BONAIT 3HAUUTENbHO YMEHbLNTb
PUCK pa3BuTna OC)'IO)KHEHVII;I, TaKUX KaK nNpaBoXxenyaoy-
KoBas CH, gbixatenbHas HeOCTATOYHOCTb, MAacCMBHOE
neroyHoe KposoTeyeHue U OTeK NErkKux, a Takxe CHU-
3UTb CMEPTHOCTb.

XUPYPIMYECKOE NNIEMEHUE BPO)KAEHHOVI
NAPUHIOMANAUWI. ONbIT OTAENEHUA
OTOPUHONAPUHIONOIrnn PAKb
Xoxnoea B.B.

HayuHbie pykosodumenu: K.M.H. MpsHukos M.4.2,
K.M.H. CudopeHko C.U.2, Cnadkoea T.B.2

T ®OTAOY BO PHUMY num. H.A. Mnuporosa Mux3apasa
Poccuu (MporoBCKuit YHBEpPCUTET)
2 PIKE PHUMY um. H.W. Mnporosa MmnH3apasa Poccuu

BeeaeHue. NapuHromanauma (6yKBanbHO «Msrkas
ropTaHb») — 3T0 Hanbonee yactas aHOManus Pa3BuUTHs
ropTaHu, XapakTepusyLWasnca HeJopa3BuTuem XpauLe-
BOIO CKeneTa U MbllL, ropTaHu, B pesynbTaTe KOTOPOro
npu BAOXe NPOMCXOAMT 3anafeHue (nponanc) TkaHen
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BECTUOYNAPHOrO OTAENA rOPTaHM B [blXaTesbHbIN NPO-
CBET.

Mo AaHHbIM cTaTUCTUKK, B Poccuiickon Pepepaunu
1 B MUpe NapuHromMansauus aenaeTca Hanbonee yacTon
NPUUMHON CTpUAOPA Y FPYAHbIX AeTen. OCHOBHbIMU
CUMNTOMAMU NAPUHTOMANALUK ABNAIOTCSA: CTPUAOP, UH-
CnNMpaTopHas OfblLWKA, AblXaTeNbHas HEA0CTAaTOUHOCTD,
acnupauus, 06unbHble CPbIrMBAHUSA, HU3KaA NpubaBKa
Maccbl Tena.

B 3aBUCUMOCTY OT BbIPaXXEHHOCTU NPOSIBAEHUN CUM-
NTOMOB NAPUHIOMANALMN BO3MOXHO Kak KOHCEPBATMB-
HOe, TaK 1 XUpypruyeckoe neyeHne. MeankameHTo3Hoe
fleYeHne HanpaB/eHo Ha YCTPaHeHWe NPOosiBNEeHUN ra-
cTpo3soareanbHon pedniokcHoin 6onesnn (M3IPB), a
TaKXe He MeHee BAXHbl PEKOMEHAALMN NO MUTAHUI 1
aHTupednoKCHOMY pexumy. OAHAKO B HEKOTOPbIX CNy-
yasx nNpu TAXKENOM TeUeHWU NAPUHTOMANALMK, YUUTbI-
Bas BbICOKME PUCKM AcUKCUM M NETANbHOIo MCXoaa,
TpebyeTca XMpypruueckoe BMELIATENbCTBO B KpaTuan-
lIKe CPOKM. Ha OCHOBAHMN KAaTaMHECTUYECKMX AaHHbIX
JeTen, nonyyaBlWuUxX neyeHue Ha 6ase JIOP oTaeneHus
PAKBE meTog cynparnoTTON/acTUKM C MOMOLLbIO XONO04-
HO-NNa3MEHHOro MeToAa, 3apeKoMeHaoBan cebs, Kak
3 (eKTMBHLIN METOf XMPYPruyYeckoil Koppekuuu na-
PUHTOMansLMUKM, NO3BONMBLLIMIA N36EXaTb TPAXeoCTOMU-
POBaHMS Y NoAaBnsoWEero 601bWNHCTBA NALMEHTOB.
Bcero Ha 6a3e oTAeneHMs ectb 75 KEMCOB, Cpeamn KOTo-
PbiX OfIMH C TPAaXeoCTOMUEN.

KnuHuueckuin cnyyai. NaumneHt K., Manbumk 7 mecs-
LeB, 6oneH ¢ poxaeHus. Mpu 6ecnokoncTee, nnaye po-
ANTEeNn 0TMeYasnm aNn3oabl NOSABNEHNA WYMHOrO, CTPU-
LOPO3HOTO [bIXaHWUA, OAbIWKY, 3NU304bl AMHO3 CHA U
LlMaHO3a HOCOTry6bHOro TpeyronbHuKa. N3 aHamHesa u3-
BECTHO, YTO C 17 N0 24 CYTKN XU3HW Haxoguncsa 8 OPUT
no M/X C 1MAarHO30M: OCTPbIN CTEHO3UPYIOLNIA NAPUH-
rotpaxeuT, IH 1-2. BbinonHeHa TpaxeobpoHxockonus,
3anogo3peHa Tpaxeomansauus. Mocne npoBefeHHOro
NeyeHns BbINUCAH B OTHOCUTENbHO CTabUNbHOM CO-
CTOAHUKN, peKoMeH[oBaHa rocnutanu3auusa B POKB.
MepBuuHaa rocnutanusauma s JIOP otgeneHne POKD B
CeHTA6pe 2024 T. C Luenbio JOOb6CNeA0BaAHMA U XMPYPTK-
Yeckoro neyeHus.

18.09.2024 npoBefeHa npsAmMas NApUHrOTPaxeocKo-
nus. Npu 0CMOTPeE: KOPOTKMA CBEPHYTbIA HAArOPTAH-
HWK, YKOpOYeHHble uYeprnanoHaAropTaHHble CBA3KMK,
0TMeuUaeTCs runepTpodus CIN3NCTON YepnanoBUAHbIX,
POXKOBUAHbIX XPSALLEN, CYXMBAKOWAA [bIXaTeNbHbl
npocBeT Ha 2/3. NonocoBble CKNAAKM cepble, NOABMX-
Hble. [loAronocoBoil 0TAEN HEn3MeHeH. Mpu nomoLLmn Xo-
NOAHO-NNA3MEHHON abNALNU BbINOMHEHO pacceyeHue
yepnano-HafAropTaHHbIX CKNafoK, McceyeHwne runep-
TPO(MPOBaAHHOW CNU3UCTON XPALLEN, Aanee INNrNOoTTOo-
nexkcus. Ha Ha3oTpaxeanbHOW MHTY6ALNM NepeBesieH B
OPWT, uepe3s cyTku — 3HAOCKONNYECKAN IKCTybauus B
ycnosusx onepbnoka. PebeHok nepeseaeH B JIOP-oTge-
NeHne Ana fanbHenwWero neyeHns. B nocneonepaumnoH-
HOM nepuoje NpPoBOAMNACL KOHCepBaTUBHAA Tepanus:
aHTMbaKTepuanbHas, remoctaTuyeckas, ropMoHanbHas
(MHranAuMoHHO, BHYTPMUBEHHO). Ha 5-e cyTkM nocne
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onepawuumn pebeHoK B CTabUNbHOM COCTOSIHUW BbIMMUCbI-
BAeTCA AOMOM C ynyulleHneMm. [lbIxaTeNbHON HeaocTa-
TOUYHOCTM HeT, CTPUAOP C YMeHblueHnem. Mexrocnu-
TanbHbIA Nepnoj 6e3 0C06eHHOCTEN, INN30/0B aMHO3 1
LLlMaHOo3a He oTMeYanu, npubaeka maccobl Tena Ha 3,9 Kr.

B cheBpane 2025 r. NOBTOpHAs NAaHoBas rocnuTanu-
3auua B JIOP otaenenue PAKB.

18.02.2025r. BbINOMHEHA NpAMad NapUHroTpaxeocko-
nusa. NMpu oCcMOTPe BU3YaNnu3MpoBaH LINPOKUA AbIXa-
TeNbHbIA NPOCBET. PeKOMEHA0BaHA KOHTPOMbHas na-
pUHTOTpaxeocKonusa yepes 6 MecaLes.

3akntoueHue. MNMpu TAXENOM TeUeHUU NapuHromans-
LMW NaLMeHTaM Noka3aHo XMpypruueckoe neyexue. Pa-
Hee feTam C Taxenon [IH o6ecneunBany TpaxeoToMuio
W, B MOCNeACTBUU, AEKAHYNMPOBANM MO AOCTUNKEHUN
MOPOYHKLMOHANBHOrO CO3PEeBaHNS aHaTOMUUYECKMX
CTPYKTYP rFOpTaHW. BbinonHeHMe cynparnotonacTuku
Npu NOMOLLM MUKPOWHCTPYMEHTOB, C UCMONb30BaHNEM
C02-na3zepa, mukpopebpuaepa no3BonseT u3bexarb
TpaxeoctoMuu. Mcnonb3oBaHWe XOMNOLHO-MNA3MEH-
HOro MeTofla TakK XXe MO03BONSET YMEHbWMUTb PaHEBYIO
NOBEPXHOCTb M COKPATUTb ANUTENbHOCTb 3aXMBNEHMUA
TKaHemn nocneonepauyoHHon obnacTu.

KNUHWYECKUIA CNVYAI PEBEHKA
C N03AHO ANATHOCTUPOBAHHOMN
KNACCUYECKOWN GEHUNKETOHYPUEN
PyaHesa M.C.', lepeBHuHa A.A.

HayuHble pykoeodumenu:
0.Mm.H., npocheccop Typmu T.B.2, k.Mm.H. bakosuy E.A.3,
K.M.H. Ma3ypuxa E.M.3

T ®rAOY BO PHUMY um. H.W. Muporosa MuH3apasa
Poccuu (MporoBekuit YHusepcuteT)
2 HAW neguatpum n oxpaHbl 300p0Bba aeten HKL N°2
OrBHY «PHXL um. akaa. b.B. MeTtposckoro»
3 OTAY «HMUL, 3n0poBbs aeTen» MuHaapasa Poccun

Beepenune. OenunketoHypus (OKY) — ato aytocom-
HO-peLLecCMBHOE HAcNeACTBEHHOE 3abofeBaHue, BO3-
HUKalolee B pe3ynbTaTe geduunTta GeHUNanaHnHImn-
ApoKcunasbl, 06ycnoBeHHOro MmyTauusammu B rede PAH
Ha Xxpomocome 12g23. [lo3A4HO [AWarHOCTMPOBAHHaA
(DeHNNKETOHYPUS MOXET NPMBECTU K HApYLUEHNIO NOCT-
HaTaNnbHOro YMCTBEHHOrO Pa3BUTUSA BCNEACTBUE Hell-
TPOTOKCUYECKOTO AencTBMSA runepdeHnnanaHnHeMum.
BO3MOXHbIMWU MPUYMHAMMW OTCYTCTBUSA HEOHATANbHOMO
CKPUHMHTA ABNAKTCA JOMallHWe Pofbl, 0TKa3 poauTe-
nen oT NpPoBefeHUA UCCnenoBaHus, cnabbliil KOHTPONb
CO CTOPOHbl Bpauen-neauaTpoB. B faHHOM KNuHWYe-
CKOM C/lyyae Mbl XOTUM OTMETUTb BaXXHOCTb CBOEBpe-
MEHHOr0 NMpPoBefeHUss HEOHATANIbHOTO CKPUHWHTA, KO-
TOpbIN N03BONAET 06€CNEUNTb PaHHee Hauano Tepanuu
C Uenblo NnpefoTBpaLLeHNa MHBANMAU3ALUN U YMeHbLLe-
HUSA KNUHUYECKUX NPOSBMEHUN.

KnuHuueckuin cnyyain. Manbuuk, 2 roga 10 mecsaues,
rocnutanusnpoaH B OrAY «HMULL 3n0poBbst aeTen»
MuH3gpaBa PO c xanobamu Ha 3a4epXKKy pas3BuUTuA.
Pe6eHOK OT 4 6epeMeHHOCTM, NpOTeKaBlWen Ha oHe

OPBW Ha 12 Hepene, recTaLloOHHOro NuenoHedpuTa Bo
BTOPOM TPMMECTPE 1 aHEMUW B TPETbEM TPUMeCTpe be-
pemMeHHOCTU. Mo pe3ynbTaTam 1 CKPUHMHIA BbiABNEHO
HEe3HAUNTENIbHOE MOBbILIEHUE YPOBHS XOPUOHUUECKOTO
rOHaf0TPONMHA, NPOBEJEHA KOHCYNbTALNA FeHeTUKA —
MNOBbILEH PUCK XPOMOCOMHOI NaTonorum nnoaa. Pogpl
TPETbW, CPOUHbIE, CAMOCTOATENbHbIE, AOMAILHNE, CTpe-
MuUTenbHble (3 u). HeoHaTanbHbIl CKPUHUHT HE NPOBO-
auncs.

B 11 mecaueB npoBefeH 0CMOTP HeBponora. 3aknto-
ueHmne: 3aJepxKa MOTOPHOro M NCUXOPeYeBOro pasBu-
Tna. B Bo3pacte 1 rof 1 mecay NOCTYyNuA B OTAENeHne
CTaLMOHAPO3aMeLLaoLWMX TEXHONOTNIA C Lenbto obcne-
AO0BAHUA N YCTAHOBMIEHNA AKarHo3a. o faHHbIM 0CMO-
Tpa HeBpONOra 0TMeYalTCa YacTble OCTAaHOBKW B3opa
C OTCYTCTBMEM peaKkuuu Ha OKpyxatllee, 3pUTenbHoe
coCpefioTOYeHNe Ha pyKax, HaBA3YMBbIE [BUXEHUA r0-
NOBOW MO TWUMY «HET-HEeT», «NOTPSACbIBAHUA» PYyKAMU.
[0n10BY fepXxuT, nepeBopayYnNBaLTCA HEAKTUBHO, He CU-
AWT, NON3aeT No-NMacTyHCKK, y onopbl He BcTaet. OT-
MeuaeTcs creunmuUuecknii «MbIWKUHBIA» 3anax Mouw,
NOPaXXeHNe KOXU MO TUMY 3K3eMbl U (HONNNKYNAPHOIO
Kepato3a. [IpoBefieHO uccefjoBaHne CnekTpa auun-
KapHUTUHOB W aMWHOKWUCNOT B CYXWUX MATHAX KPOBMW.
BbisiBneHo yBenuuenune eHunanaHnHa ao 28644 Mk-
monb/n (N 8,8-120,7 mkmonb/n). Mo pesynstatam 06-
CNnefoBaHWA YCTAHOBMEH AnWarHos: Knaccuueckas ge-
HUNKETOHYpUA. 3afiepXKKa MOTOPHOIO 1 NCUXOPeYeBoro
pa3suTus. HasHaueHa cneunduueckas runodeHunana-
HWHOBAsA AmeToTepanus, NpUKNagHas KnHesmortepanus,
dusmnoTepanus.

B Bo3pacTte 1rog 10 mecsueB pebeHOK rocnnTanusn-
poOBaH MOBTOPHO C UeNiblo peabunutauyun. Mo gaHHbIM
ocmoTtpa: Bec 10,8 Kr (3 LeHTUNbHbIN WHTEpBan, z-score
0T 0 SDS 10 -2 SDS), pocT 84 M (4 LLEHTUNbHbIA UHTEpBaN,
z-score oT 0 SDS 10 -2 SDS). Pe6eHOK CBETNOBONOCHIN,
cBeTnornasbin. OTMeuaeTca 6ecnoKoCTBO, NMOBbILIEH-
Has CNOHTAHHAasA [BUraTeNbHas akTUBHOCTb, arpeccus.
Mon3aeT Ha YeTBepPeHbKaxX, XOANUT HeyCTOWuMBO. Peub:
ryneHune, neneTHble CNOru.

B Bo3pacrte 2 roga 10 mecAueB No AaHHbIM OCMO-
Tpa: Bec 13.7 Kr (3 LeHTUNbHbIA UHTEpBan, z-score ot 0
SDS 10 -2 SDS), pocT 93 cMm (4 LEeHTUMbHbIA UHTEpBan,
z-score oT 0 SDS 0 -2 SDS). O6uiee cOCTOAHME Ya0B-
netsoputenbHoe. Pusnyeckoe pa3suTne cpefHee, rap-
MOHWYHOE, COCTOSIHME NUTAHNSI NOHMXKeHHoe. Ha doHe
Tepanuu CoCToAHMe pebeHKa ynyywmunocb. Bonocol u
pagyxHas o6onouka notemHenu. PebeHok xoguT ca-
MOCTOATENbHO, BbIMOMHAET NPOCTble MPOCbObLI, NCMONb-
3yeT NpefMeTbl N0 Ha3HaueHno (KMKyamn OTKpbiBaeT
[BEpb), MAHUMYNNPYeT KapaHAalloM, UrpaeT B Ky6uKY,
CKNagbiBaeT 6alwH. Peub: cnoru, npoctble CnoBa —
Mama, nana. Mo pesynsratam BUAe0-33I MOHUTOPUHTA
3aperncTpupoBaHa 3nunenTuopmMHas akTUBHOCTb B
CTPYKTYpe NaTTepHOB CHa. 11aH neyeHuns: NpoaomKeHa
runoteHnnanaHMHOBasa aneTta, NPUKNAAHAA KUHE3NOo-
Tepanus, usnoTepanus.

3aknioueHue. [laHHbIN KNVHUYECKMIA CNyYan 1eMOH-
CTPUPYET BaXHOCTb CBOEBPEMEHHOW ANArHOCTUKM he-
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HUNKETOHYpUW. NMo3fHee BbifBAEHNE DEHUNKETOHYPUM
BCNeACTBME OTCYTCTBUSA HEOHATANbHOrO CKPUHMHFA U
KOHTPONS €ro NpoBeAeHWUs MeAULMHCKUMU PaboTHU-
KaMmu MpuUBENo K TAXKENOMY NMOPAXEHUI LeHTpanbHOM
HepBHOW cMCTeMbl pebeHKa N YMCTBEHHOW OTCTANoCTH.

NInuHbIA BKNag. AHanu3 MeguLMHCKON AOKYMeHTa-
LMK, 0630p HayuHO NUTEPaTypbI.

KNWHWYECKNIA CAYYAI MUTPALIUA
NEPUTOHEANIbHOIO KATETEPA
BEHTPUKY/IONEPUTOHEANBHOIO LIYHTA
B IEFOYHbDIN CTBON
AHpepc P.X
HayuHbiii pykosodumenb: Konueea M.A.2

" PYIH um. Natpuca Nlymym6sbl
2 BY3 «Mopo3osckas [ATKB A3M»

BeepeHue. uapouedanus npeacTaBnsert coboii Ha-
pylleHne MexaHu3mMoB NMKBOPOLMPKYNALUN N ABNAETCA
OAHOW N3 Haubonee YacTbix NATONOTUA B NMEANATPUU C
3a601eBaeMoCTbto 1-2 Ha 1000 XUBOPOXAEHHDIX AETEN.
BeHTpUKynonepuToHeanbHoe LyHTUposaHue (BILL)
ABNAETCA 30M10TbIM CTAHAAPTOM NeYeHus, YCTPOUCTBO
COCTOMT W3 YeTbipex KNUYEBbIX KOMNOHEHTOB: NPOKCH-
ManbHOro KarteTepa, KnamnaHa, pesepsyapa u gucranb-
HOrO KaTeTepa. 3TM KOMMOHEHTbl paboTalT BMeCTe,
3BaKyMpya N36bITOK CMMHOMO3rOBON XUAKocTH (CMXK)
U3 XeNyA0UKOB B 6PIOLIHYIO NONOCTb.

AkTyanbHocTb. Bl noaBepxeHbl pa3nuyHoro poaa
OC/TIOXHEHMAM B nocsieonepauuoHHom nepuoge. K oc-
HOBHbIM TUMNAaM OCNOXHEHWN OTHOCAT: MaNbQYHKLMIO,
MHEKLMM 1 MEXAHNYECKYIO MOMOMKY COCTABHbIX KOM-
MOHEHTOB cucTembl. OAHOW M3 peaKuxX, OMUCAHHbLIX B
nnTepaTtype NpUYKUH SUCPYHKLUN ABASETCA MUrpaLus
ANCTaNbHOro KateTepa. Murpauus MoXeT NpoU3oNTH B
pasnuuHble aHaToOMMyeckne 06nacTu, Takme Kak rpya-
Has NOMOCTb, MOYEBOW Ny3blpb UK KUWeEYHNK. Murpa-
LA neputoHeanbHoro katetepa (MK) B neroyuHblin cTBoN
(NC) aBnseTca peguaniuMM OCNOXHEHMEM MOA0BHOIO
TuNa: 3a 30 NeT B MUPOBOW NUTEpaType ONnucaHo 27 ciy-
yaes.

KnuHuueckuit cnyyai. B nione 2024 roga B npuemMHoe
oTAaeneHune NOCTYNUA Manbunk 17 neT ¢ 0AbILWKON U oTe-
KaMi HWXKHUX KOHEUHOCTeW. Y mauneHTa ¢ mMnafgeHye-
CTBa 6blNa AMarHocTUpoBaHa ruapouedanus, nposo-
ANNNCb HEOLHOKPATHbIE PEBM3MN CUCTEMbI, NOCIeHsS
13 KOTOpbIX BblNa MpoBefeHa 3a rof Ao TekyLiel rocnm-
Tanusauuu. Takxe UMeNnucb CONyTCTBYIOWMe 3a60neBa-
HUS: JETCKUA LepebpanbHblil Napanuy 1 CTPYKTYpHas
chokanbHas anunencus.

Mo [aHHbIM NAaBOPAaTOPHON ANArHOCTUKK: yMepeH-
HbIl neitkoumnTo3s (11x108/n), B ocTanbHOM 63 KnuHuYe-
CKI 3HAUUMbIX U3MEHEHUI.

YuuTbiBas Nporpeccupyioliuin xapaktep nepudepu-
YEeCKMX OTEKOB UM HaNUune B aHaMHE3e MHOrOKPATHbIX
NUKBOPOLWYHTUPYIOWMX Onepauuin, 6bina npoBejeHa
KomnbloTepHas Tomorpamma (KT) rpyaHoil KneTku, no
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JNaHHbIM KOTOPOW BbifiBNeHa murpauns MK n3 6ptowHon
NoNoCT B MAarMcTpanbHblil cocyd. Hamm 6bin npeano-
NoXeH mexaHu3m aucnokauuu NK: nepdopauusa npaBoi
BHYTPEHHEN AAPEMHOW BeHbl C NOCNeAyOUMM nepeme-
LeHMEM B BEPXHIOK NONYI0 BEHY, 3aTeM yepe3 npasble
oTAenbl cepaua murpaums B J1C.

YuutbiBag aHomanbHoe pacnonoxeHue MK u BO3-
MOXHOCTb Pa3BMTUS ONACHbIX /151 XXMU3HWN OCNOXHEHUN,
COBMECTHO C CEpAeUYHO-COCYANCTbIMU XMpypramn 6bina
3annaHmpoBaHa onepaums.

Moa peHTreH-koHTponem MK 6bin n3BneyeH n3 cocy-
AUCTON cucTembl yepe3 nepdopauoHHoe OTBEPCTHe
SIPEMHOMN BeHbl, MOC/e Yero HoBbli MK 6bin peumnnax-
TUPOBAH B GPIOLHYI0 MONOCTb Yepe3 nanapoLeHTe3 B
napayméunnkanbHom o6nacTu.

Mocne onepaLuy NaLUEHT HAXOJUNACS B OTAENEHUN
WHTEHCUBHOM Tepanuu, Nofyyan aHTUGaKTepUanbHYio
Tepanuio ¢ Lenbl npounakTukn MHPEKLNOHHbIX OC-
NOXHEeHUN. Heo6X0[MMOCTN B NPOBEAEHUN aHTUKOArY-
NSHTHOWU Tepanun He 6bINo, TaK KaK TPOMBOTUYECKUX
OCNOXHEHUI He HabNAaNnoCch HU MHTPAONEePaLMOHHO,
HU B paHHeM MoCneonepaLMoHHOM nepuoge. Perpecc
CMMNTOMOB OTMEYeH B TeueHue 24 yacoB Nocse npose-
AeHns onepauuu. MauneHT 6bii BbINUCAH U3 6ONbHNLbI
Ha 6 CYTKM Mocne onepauuu.

3aknioueHne. TouHas NaToM3noNorus MUrpaLuu
KaTeTepa OCTaeTcs Hem3BeCTHOW. COrnacHo OfHOW U3
Teopui, BO BPeMs NEpPBUUHON WMMMNAHTALNM NNKBO-
POLIYHTUPYIOLEN CUCTEMbI NMPOUCXOAUT HEnpeaHame-
PEHHOe MOoBpeXJeHne aBEHTULUN KPYMNHOro COoCyAaa,
B pe3ynbTaTe Yero OTPuULATENbHOE BHYTPUTPYLHOE
JaBMeHNe «3aTArMBaeT» KaTeTep B COCYAUCTOE pycno
1 npaeble oTaenbl cepaua. CornacHo apyroit Teopuu,
3p03Ms BEHO3HOW CTEHKW MPUMeXallyum KaTeTepom co
BpEMeHEM MOXeT MO3BONUTb NOCNeAHeMy MnonacTb B
CoCyamncTyIo cucTemy. Murpaums MoxeT NpoMCXoanTb B
pa3Hble CPOKN — OT OAHOW HeJeNun A0 MHOTUX NeT nocne
onepauum.

[laHHbIA cnyyan ABNAETCA KpaliHe HecTaHAApPTHbIM
Mo MNPWYMHE Ype3BblYANHOW PefKOCTM OMUCAHHOIO
OC/MOXHEHMSA, HeJ0CTaTOYHO M3YYeHHOro naToreHesa
W OTCYTCTBMS pPernameHTUPOBAHHbBIX XUPYPruyYecKnx
onuumn ans nogo6bHbIX MauueHTOB, OJHAKo, TpebyeTt
BK/tOUEHUs B AnddepeHUnanbHblii ANArHO3 Y KaXAoro
naumenTa c B n HecTaHAAPTHbIMW CUMMTOMAMMN ANC-
yHKLMNN.

NnuHbIN BKNAA. YUacTBOBAN B AUATHOCTUUECKOM MO-
CKe, aCCUCTUPOBAN HA onepaLum.



2025 rop

MA3YPUHCKWE YTEHWA. XV Bcepoccuiickas HayuyHo-npakTnyeckas cTygeHyeckas koHdepeHuns. COOpHIUK Te3ncos

ANATHOCTUKA 1 IEYEHUE ATUMNYHON
G®OPMbIl BONE3HU KABACAKHN
V PEBEHKA PAHHEIO BO3PACTA
MynatoBa M.X. ku3n'
HayuHbiti pykosodumens: PhD Liepmamosa 3.A.2

T TalWKEeHTCKUI NeanaTpruieckinin MeANLMHCKUN
WHCTUTYT
2 KnuHnueckas 6onbHuLa TaWKEeHTCKOro
NeanaTpuYecKoro MeauUMHCKoro MHCTUTYTa

BeeaeHue. bonesHb Kasacaku (BK) — 310 ocTpblii cu-
CTEMHbIA BACKYNUT, NOPAXAOWMIA MENKUe U cpeaHne
cocy/bl, B TOM UnC/ie KOpOHapHble apTepuun. 3abonesa-
HMe NPeuMyLIeCTBEHHO BCTPeYaeTca y AeTel 10 5 neT u
ABNACTCA OJHON M3 BeAYLNX NPUUMH NPUOBPETEHHDIX
3a60MeBaHNii cepaLa B neauaTpum.

AKTyanbHOCTb. ATunuuHas (unn HenonHas) dopma
6one3Hn KaBacaku npeactaBnseT co60M CNOXHOCTb
AN OMAarHOCTUKK, TaK Kak He COOTBETCTBYET Knaccuue-
CKMUM ANArHOCTUYECKUM KPUTEPUSAM, UTO MOXET NpuMBO-
ANTb K NO3JHEMY Hauany neveHns U pasBUTHIO OCNOX-
HEHMA. B AaHHOM KNMHMYECKOM Cnydyae npeacTaBneH
PEe6EHOK C aTUMMUHbIM TeueHnem 6onesHn Kapacaku,
npu KOTOPOM CBOEBPEMEHHAs AMArHOCTUKA U NeyeHne
No3BONKUAN N36eXaTb TAXENDbIX NOCNEACTBUNA.

KnuHuueckuin cnyyain. MaumeHT: AeBoUka, 2 roga 3
mecsua. XXanobbl Ha MOMEHT MOCTYNNEHUSA: NMXOPaAKa
10 39°C B TeueHue 6 gHeil, ymepeHHasa cnaboCcTb, pas-
APXMTENbHOCTb, CbiNb HA TYNOBULLE, OTEK KUCTEN W
CTON, TUNEepemMnust CAU3UCTOW PTa, KOHBIOHKTUBUT 6e3
JKccyaaTa.

AHamHe3 3a60neBaHuA: NMXOpajKa COXpaHAnach Ha
NPOTSXKEHUU 6 AHEN, He MOAAABaNach CHUKEHUIO Xa-
PONOHWXaOWNMK cpeacTBamu. Ha 3-il aeHb 6onesHu
nosiBUANCL NonumopdHas MakynonanynésHas Cbinb Ha
TYNOBWLLE, CYXOCTb W ApKas runepemus ryé, ABYyCTO-
POHHUN HeBAKTEpUanbHbIN KOHBIOHKTUBUT. B nocneny-
folLMe AHN NPUCOEANHNACA OTEK KCTEN 1 CTOM, a TaKXe
yBeNUYeHne nepefHewlenHbIX NUMMbaTUUECKUX Y3nos
0o 1,5 cm.

[narHocTuka. B pamkax AnarHOCTUKW 6binn nNpose-
[eHbl cnepyiolne nccnefoBaHus:

06WKii aHanu3 Kposu: nenkouutos (14,5x10°/n), no-
BbiueHne CO3 (62 mm/u), TpombouuTo3 (470x10°/n).
BUOXMMUYECKWUIA aHANN3 KPOBW: MOBbILIEHNE YPOBHS
C-peakTnsHoro 6enka (86 mr/n), anbbymnHa NMOHNUKEHO
(32 r/n). 3KT: 6e3 3HauMMbIX U3MeHeHuin. IXoKI: BbisB-
NIEHO YMepeHHoe pacliMpeHne KOPOHApPHbIX apTepuii
(3,2 mm, Z-score 2,5). Ceponoruyeckue Tectbl u MLP: o1-
puLaTeNbHble Ha BUPYCHbIE U BaKTepuanbHble NHGeK-
Lum.

Ha ocHoBaHun nepcuctupytowen nuxopagku (bonee
5 1Hel1) 1 YaCTUUYHOrO COOTBETCTBUSA KpUTEpUAM 60Me3-
HU KaBacaku 6blfl BbiCTaBNeH NpeABapuTeNbHbIN Aua-
FHO3: aTunNMyHasa 6one3Hb KaBacaku.

JleueHune n auHaMuKa. MNaunmeHTKe He3ameanTeNbHO
6bI10 HAa3HAYEHO BHYTPMBEHHOE BBeJEeHWE WMMYHO-

rno6ynuHa (2 r/kr) n «ACnMpnH» B NMPOTUBOBOCMANN-
TenbHoW fo3e (30 mr/Kkr/cyT). Ve uepes 24 yaca no-
cne WHGyY3MM COCTOAHME YNYYLIMNOCh: TemnepaTypa
HOPMaNNU30Banacb, CHU3NUNACh FUMNEPeMUs CIU3UCTHIX,
YMeHbLLWUCA OTEK KOHeuHocTel. Ha 10-il 1eHb 60ne3Hu
npu NOBTOPHOI IXOKI UHAMUYECKN BbifBNEHa perpec-
CUA PaclIMPeHNs KOPOHApPHbIX apTepuid. MaumeHTKa
BbINMCAHA Ha (DOHe YNyulleHNss COCTOAHUA C NPOAON-
KEHMEM Tepanun «ACMUPUHOM» B aAHTMArPEraHTHON
nose (5 mr/kr/cyT) nog AMHAMUYECKUM HABNIOAEHNEM
Kapguonora.

3akntoueHue. ATunuuyHas 6onesHb KaBacaku npeg-
CTaBASIeT C/IOXKHOCTb B ANArHOCTUKE, 0COGEHHO Y AieTel
MnajaLwWe 6 MecALEB 1 CTaplue 5 neT, a Takxe Npu Henon-
HOW KNUHUYECKOW KapTuHe. BaxHo npoBoauTb IxoKl
npu ANUTeNbHOW NUXOPaJKe HEACHOTO reHesa y aeTen,
[AXe eCnn He Bce KpuTepum 6onesHn Kasacakn Bbipa-
XeHbl. CBOEBpeMeHHOe BBeAEHUEe MMMYHOrnobynuHa
no3BoNseT NPeaoTBPaTUTb PAa3BUTUE TSKENMbIX OCNOX-
HEHUN, BKNIOUasA NOpaxxeHne KOPOHAPHbIX apTepuil.

PaHHee BbifiBNeHWe U nedyeHne 6onesHu Kaacaku
CHWXaeT PUCK pa3BUTUA aHEBPU3M KOPOHApPHbIX apTe-
pWi, uTO AienaeT CBOEBPEMEHHbIN AUArHOCTUYECKNIA NO-
NCK KPUTUYECKN BAXKHDIM.

NunuHbin BKNag. Bo Bpems paboTbl 6bi1 NPOBeAEH
aHanu3 NUTepaTypHbIX [JaHHbIX MO aTUNUYHLIM hop-
mMam 60ne3Hn KaBacaku, paccMOTPeHbl TPYAHOCTW Au-
arHoCTUKM, 060CHOBAHA HEOBXOAMMOCTb PAHHErO Npu-
MEHeHMst WMMyHornobynuHa. MpoBoAWNOCL BefeHue
MaLueHTa COBMECTHO C BPauoM. [laHHbIN KNNHUYECKMIA
Cfyyan NoOAYEPKMBAET BAXHOCTb AMHAMWUYECKOrO Ha-
6110€HNA N CBOEBPEMEHHOT0 NPOBEAEHUS UHCTPYMEH-
TafbHbIX METOJ0B ANArHOCTUKM, UTO NO3BONUNO U36e-
XaTb CEPbE3HbIX OCNOXHEHUN.

KNUHWYECKNIA CNYYAIR
TEYEHNSI HEAPO3HAOKPUHHOMN
OMNyXonu v NnoAPOCTKA
Nnxo6a6buHa A.C., Meruna MN.A.

@O0y BO BIMY um. H.H. bypaeHko
MuH3gpasa Poccun

AKTYanbHoOCTb. Henpo3Ha0KPUHHbIE onyxonu
(H30) — reTeporeHHas rpynna HoBoO6pa3oBaHMii, KO-
TOpble NPOUCXOAAT U3 HEMPOIHAOKPUHHDIX KNETOK 3M-
OPUOHANBHON KULIKW, UMEOWMX 61MONOrnieckn akTue-
Hble CBOWCTBA. Hellpo3HAOKPUHHbIE KNeTKKU obnagatoT
onpefeneHHbIMU CEKPETOPHbIMM  XapaKTepuUCTUKamm,
BbI3bIBAIOLLMMMN PA3BUTME CUHAPOMOB rMNepnpoayKLun
perynaTopHbIX NenTuAoB, UTO MOXET NPUBOAUTL K pas-
BUTWIO COOTBETCTBYIOLMUX KIUHUYECKMX CUHAPOMOB.

Y BaHHOrO 60NMbHOro HabnwaaeTcs Huskogudde-
PEHLMPOBaHHbI 3N10KAYEeCTBEHHbIN KapLuHoua.

KnuHnueckuit cnyyair. Manbunk 15 net obpatunca
B bY3 Bo «BOKO/» 04.09.2023 ¢ anobamu Ha ofblLl-
Ky npu m3nyeckon Harpyske, cnaboctb. Cumtaet cebs
60MbHbIM C OKTA6PA 2019 I. NMpu 06CNefoBaHNN BbisiB-
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NleHbl ONYX0/b FONOBHOrO MO3ra M nepudepuyeckas
ONyxonb BEPXHEeN Jonu npaBoro nerkoro. B HXO OKb
22.11.2019 r. — ypaneHne onyxoniu rofioBHOro mo3ra c
nnactukon TMO, no pe3ynbTaTam TMCTONOMNYECKOro
uccnenoBaHusi dubpo3Haa meHnHrmoma. 30.12.2019 r. —
nombonepuTOHeanbHOe WYHTMPOBaHMeE cneBa. B Topa-
KanbHom otaenenun OKB 27.02.2020 r. — BATC BepxHsd
N063KTOMKA cnpaBa. KapuuHOMa CONMAHOTO CTPOEHHUS
C NpopacTaHWeM B BUCLiepanbHYO Nnespy, N0 NUHUK
pesekuuu, B numcoy3nax onyxonesoro pocta Het. Mo
pe3ynbTaTam rucToNorMyeckoro UCcnefoBaHusa Menko-
KNeTouHas Helpo3HAOKPUHHAA KapunHoma G3.

Moka3aHo neueHue: 4 Kkypca xumuotepanuu (XT) no
cxeme EC, nyueBoe neyeHune (cpe,qOCTeHme, ro/I0BHON
Mo3r) 07-09.04.2020 1. 1 kypc XT: kKap6onnatut AUC4 (568
Mr) B/B kan 1 aeHb, 3Tono3ug 100 mr/m2 (210 mr) B/B kan
1-3 AHW. NMpoBegeH 29.04-01.05.2020 r. 2 Kypc XT: Kap-
6onnaTtuH 568 mr 1 geHb, 3Tono3mg 210 mr 1-3gHu. Mpo-
BefeH 23-24.05.2020 r. 3 kypc XT: uyucnnatuH 75 mr/m?
(157 mr) B/B Kan. 1 geHb, 3Tono3mug 100 mr/m? (210 mr) B/8
Kan. 1-2 AHW, NepeHec YA0BNETBOPUTENbHO, 06bEKTUB-
HO — 6€e3 nepemeH. BbinucaH No cemeliHbIM 06CTOATENb-
cTBam. MposefeH 15-17.06.2020 r. 4 Kypc XT: uucnnatuH
75 mr/m? (157 mr) B/B Kan. 1 AeHb, 3Tono3ng 100 mr/m?
(210 mr) B/B Kan. 1-2 guw. MepeHec ynoBneTsopuTeNb-
Ho. C 10.09.2020 r. no 29.09.2020 r. npoBefeH Kypc AT
42 Tp Ha cpepocTeHue. [IpoBOAMNOCH AMHAMUYeCKoe
HabniofgeHne. KT opraHoB rpyaHoi knetku 20.01.2021 .
cocTosiHne nocne BATC BepxHen N1063KTOMUM N0 NOBOAY
nepudepmueckoro paka, kypcos XT, /T, 6€3 npu3HakoB
nporpeccuposanus. KoncynstuposaH @by «HMILL oH-
Koniorum um H.H. bnoxuna» 18.04.2022 r. — pekomeHAo0-
BaHO: NpoaomknTb CAV 40 2 KYpCOB C OLLeHKOW AUHAMU-
Kun, noobcnenoBaHue.

22.04.2022 r. npoBeAeH 2 Kypc XT 3 nuHuK umknodoc-
thamug 600 mr/m2 (1200 mr) B/B Kan. 1 fieHb, JOKCOPY-
6uLnH 50 mr/m? (100 mr) B/B Kan. 1 1eHb, BUHKPUCTUH
1,4 mr/m2 (2 mr) B/B Kan. 1 aeHb. MepeHec yaoBneTsopu-
TeNbHO, 06LEKTUBHO — 6€3 NEPEMEH.

23.12.2022 r. KoHcynbTupoBaH B HMWL, oHKonorum
M. H.H. bnoxnHa, pekomeHA0BaHO NPOAOIKUTb KypCbl
XT no cxeme EP, M3T-KT. 27-29.12.2022 . npoBefieH 3 Kypc
XT 5 nuHuu 3tono3ng 110 mr/m? (220 mr) 1-3 AHK, LUC-
nnatuH 75 mr/m? (150 mr) B/B Kan. 1 aeHb. MepeHec yaoB-
netBopuTenbHo. OuepeaHon Kypc XT He HauaT BOBpeMs
u3-3a nenkoneHum. 20-22.01.2023 r. nposeaeH 4 kypc XT
5 nuHUK 3Tono3ug 110 mr/m? (220 mr) 1-3 gHM, LUCINaTUH
75 mr/m? (150 mr) B/B Kan. 1 4eHb.

15-17.03.2023 1. npoBegeH 6 Kypc XT 5 NUHMK 3TO-
nosug 110 mr/m? (220 mr) 1-3 gHW, UMCNNATUH 75 Mr/m?
(150 mr) B/B Kan. 1 geHb, CKT OFK, OBM, '™ 23.03.2023 .:
AaHHbIX 33 MeTacTa3bl B KOCTAX M NOMOCTW Yepena He
noNy4YeHo; B cpaBHeHun ¢ MIT-KT oT 14.02.2023 1. — 6e3
BbIPAXXEHHOMN AVHAMMUKM.

KoHcynbTupoBaH no TenedoHy 06.06.2023 r. ¢ HMUL|,
OoHKonorum um. H.H. bnoxuHa Mapkosuy A.A. peKomeH-
[0BaHO NPOBeCTM elwe 2 Kypca XT No CXxeMe reMunTabuH.

focnutanusmposaH B 00 N29 and nposefeHuns 1Kyp-
ca XT 6 nuHMN.
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3aknwoueHue. OCHOBHON MeTOA fleueHnsa NoKanuso-
BaHHbIX DOPM KapLMHOMOHbIX ONyX0neil 6POHX0Neroy-
HOW NOKANNU3aLummu — XMpypruyecknia, NpeanoyTUTESNbHbI
OpraHoCcoXpaHsaioLWmMe onepaunm TuNa CerMeHTIKTOMUK,
OUCErMEHTIKTOMIUM, NOBIKTOMNM, pPe3eKUUN NEerkux c
OPOHXOMNACTUUYECKUMU ITANAMM.

MpoBefEHHAA Onepauus, nydesasl, XMMUOTEPANUs 1
WMMYHOTEpPanus 3ameansioT NPorpeccupoBaHme ony-
XONW 1 MPOANEBatOT XM3Hb 6ONBHOTO.

NuHbIN BKNAA. AHANU3 AaHHbIX, MONYUYEHHbIX B X0
NCCnenoBaHuUs TRUEHNA JAaHHOTO KNMHMYECKOro cnyyJas,
CMCTEMATU3MPOBaHME aHHbIX MO TAaKTUKE BeAEHNA na-
LMeHTa 1 BbI6OP METOA NEYEHNUs Ha NpUMepe AaHHOro
cnyuas.

KNMHWYECKWE OCOBEHHOCTH
TEYEHUSA NOrPAHUYHOIO BYIE3HOIO
ANUAEPMO/TN3A NOATUNA XEP/TULA
3y6akosa C.B., 3ustokuHa K.C., MupoHosa B.A.

HayuHbili pykoeodumenb:
K.M.H., 0oyeHm CapkucsH E.A.

OrAQY BO PHUMY um. H.. Muporosa
MuH3apasa Poccuu (MMpOroBCKUA YHUBEPCUTET)

BBegeHue. MorpaHnyHblil 6yNne3Hbin ANMAEpMOnu3
noatun I. Xepnuua (G.Herlitz) (OMIM 226700, MKE10
Q81.1, MoB3) — penkoe ayTOCOMHO-pPELECCUBHOE 3a-
6oneBaHne, XapaKTepusyloleecs reHepann3oBaHHbIM
o6bpa3oBaHMeM Ny3bipen Ha YPOBHE CBETNON NNACTUH-
Ku 6a3anbHON MembpaHbl KOXHOTO NokKpoBa. MpuunHon
3a6oneBaHusa ABNAETCA MyTalMsi F€HOB, KOAWUPYIOLMX
NAaMUHUH-332.

Okono 20% peten ¢ Mob3 umeloT noaTun Xepnuua,
XapaKTepu3yowWwmuncs KpanHe HebnaronpuaTHbIM Npor-
HO30M. [TOATMUN MaHU(ECTUPYET C POXKAEHMA 1 NOMUMO
KOXM Mopa)kaeT Cu3ncTblie 060/104KK, HOFTH, 3Y6bl.

KnuHuueckuin cnyyvail. [lesouka H., oT 6113Kopoa-
CTBEHHOrO 6paka, 4 6epemeHHocTn, 3 pogos (1 6e-
PEMEHHOCTb — BbIKMAbIW HA PAHHEM CPOKe, 2 u 3 be-
PEMEHHOCTU — pOXJeHWe 3740pOBbIX feTeil). [AaHHas
6epeMeHHOCTb MpoTekana Ha (oHe TOKCMKO3a, 060-
CTPEeHUs repnecBupycHon nHdekumm 1 Tuna Bo Il Tpu-
mecTpe. Pofbl camocTosATeNbHble Ha 41 Hefene. Macca
Tena npu poxaeHun 3470 1, anuHa 53 cm, APGAR 9/10
6annos. Mpu poxaeHun obpalanm Ha ceba BHUMAHMe
paHbl Ha NPaBON FONEHW W AUCTaNbHbIX hanaHrax Ku-
CTel, NO3BONMMBLIME 3aMOA03PUTb Y HOBOPOXAEHHOIO
6YNNe3Hbln ANMAEePMONu3.

[ina panbHeiwero 06CcnefoBaHMA U NPOBeJeHMUS Te-
panuu pebeHOoK nepeBeeH B OTAeNeHNe NaTONOrNK HO-
BOPOXAEHHbIX. Mpu NOCTynneHMn 0CO60ro BHUMAHUA
3aCNYXNBANN CBEXWE 3PO3MBHbIE 3MeMeHTbl Ha Arofu-
Llax pa3mepom 5x6 CM 1 BOKPYr NYNOBUHHOMO OCTaTKa
AnameTpom 0,3 cM, paHa Ha MpaBoOW FONEHW 3NUTEeNu-
3MpoBaHa, 6e3 NpM3HaKoB MHULMpPOBaHUA. Ha rpaHu-
LLe Wen 1 CNUHbI, NeBOM Nneye U NOKTE onpeaensnuch
My3bIpK € NPO3payHbIM CoAepunmbiM Ao 0,3 cm. HorTe-



2025 rop

MA3YPUHCKWE YTEHWA. XV Bcepoccuiickas HayuyHo-npakTnyeckas cTygeHyeckas koHdepeHuns. COOpHIUK Te3ncos

Bble MNacTuHbl Ha I, II, IV nanbuax npaBou kuctu u I-lll
nanbuax NeBoi KUCTU OTCYTCTBOBANMW, OCTABLIMECA —
AecopmuposaHbl. CNOHTaHHOE 06pa30BaHME HA KOXe
W CNU3NCTbIX 060M10UKaX Ny3blpen 1 3po3mii TpeboBano
MHOFOKPATHbIX OCMOTPOB XUPYpProB-KOMBYCTMONOrOB,
NPou3BOAKUNACH perynsapHas 06paboTka 3pO3MBHbIX MO-
BEPXHOCTEN aHTUCeNTUYECKUMM PacTBOPAMM, BCKPbI-
TUE HOBbIX 3/IEMEHTOB 1 HANOXEHNE acenTUYecKux no-
BA30K. Pe3ynbTaTbl MHCTPYMEHTANbHBIX UCCNEeA0BAHMN
6e3 natonoruu. PeweHnem MeanLLMHCKOTO KOHCUANYMa
CTano npoBefeHne NOMHOIK3OMHOIO CEKBEHUPOBAHUS
C LeNbo UCKNIOYEHMA BAPUAHTOB HACNEACTBEHHbIX NO-
PAKEHNIA KOXM, B YACTHOCTN BYNNE3HOro 3NUAepMOnu-
3a.

Ha 16-e cyTku rocnutanu3auum o6bem paHeBbIX
noBepxHoCTel yBenuununcs Ao 50%, Habnaanocb Ha-
pacTaHue mapkepos BocnaneHna (C-peakTUBHbIN 6eN0oK
(CPB) — 43,6 mr/n), uTo TpeboBano NpPoBeAeHNUs aHTu-
6aKkTepnanbHoi Tepanuu. MMnoanb6yMuHeMus 1 runo-
rammarnobynuiemns (IgG 2,6 r/n) aprymeHTMpoBanu
BHYTPUBEHHOE BBEfEHME MpenapaToB anbbymuHa K
MUMMYHOrN0BYNNHOB. TakXe onpefensinucb aHemus u
oTcTaBaHue B hn3Myeckom pas3sutun. Ha gpoHe nposo-
AUMOI Tepanun- NoNOXNTENbHAA ANHAMUKA: CHUXEHNE
MapKepoB BOCNANEHUsA, yMeHblUEHWe CYyMMapHOM nno-
waau apo3uin o 10% Tena 1 npubaBKa B Macce Tena, Ko-
TOpble 06YCNOBUNMN KPAaTKOBPEMEHHYO BbIMUCKY OMOMN.

B Bo3pacTe 2 mecsLeB NOBTOPHAA rocnutanu3auus
€ Xanobamu Ha O0TKa3 oT efbl, CNaboCTb, THOWHOE OT-
aensemoe U3 paH. TAXeCTb COCTOAHUS Gbina 06ycnos-
neHa 6en1KOBO-3HEPreTUYecKo HeaoCTaTOUYHOCTbIO,
npucoefuHeHnem 6aKkTepuanbHoOl MHMEKLMUM KOXKHbIX
nokpoBoB. MNnowaab paH 60% C MUHUMANBHOW 3NNUTE-
nu3aumeil, NOpaXeHemM CAN3NCTbIX 06010UYeK FOpTaHu
U nuwwesoaa. MNosblleHHbIe YPOBHU MApKepoB BOCNA-
nenus (CPB go 171,9 mr/n), NPU3HaKW npucoednHeHus
MHEKLMOHHOTO nNpouecca TpeboBanu NpoBeeHNs no-
BTOPHbIX KYPCOB NPOTUBOMUKPOGHON Tepanuu. NMpoBo-
AMNAacb KOPPEKLMS aHemMum, runoanbbymuHemmn. Mpo-
BOAUNUCH reMOTpaHCy3un.

Mo pe3ynbTatam MONEKYNAPHO-TEHETUYECKOro WC-
CnepgoBaHuA BbigBneHa mytauma redHa LAMC2, nog-
TBEPXAAKOLWAsA HaNMuMe MOrpaHNUYHOro 6ynnesHoro
3INMAepMonun3a noatuna Xepnuua.

3aknoyeHune. MorpaHnUHbIA 6YNNe3Hblid ANULepMo-
Nn3 NoATUNA Xepnuua, accoUMMPOBaHHbIA C MyTaLueil
B reHe LAMC2, xapaktepusyeTcs TSXenbiM MyfbTUCK-
CTEMHbIM TeYeHMeM, BCNEACTBUE YEro He UCKMIOUEHO
06pa3oBaHMe CTPUKTYP BEPXHUX OTAENOB NWLLEBapU-
TeNbHOW U [blXxaTeNbHOW cucTeM. HebnaronpusTHbIM
MPOTrHOCTMYECKMM TMPU3HAKOM SABNAETCA OTCYTCTBUE
HOrTeil y pebeHka. HacnoeHne MHMEKLMOHHOIO Npo-
LLecca NPUBOAMT K TSKENOW aHeMUMN, HeJOCTATOYHOCTH
MUTaHUA, TPEBYOWMX KOPPeKL N,

KNUHWYECKWIA CNYYAIL PEAKOIO
3ABO/IEBAHUS: NOAOCTPbIIA
CKNEPO3UPYIOLWNIA NAHIHUEDANNT
Cacouynnun b.M.!

HayuHbiii pykosodumens: Ky3Heyoea A.A.2

T OFAQY BO PHUMY um. H.A. Tinporosa
Mun3apasa Poccum (MMpOroBCKuiz YHusepcuter)
2 TBY3 «Mopo3osckas ArKB A3My

BeegeHue. MofoCTpbiil CKNEPO3MPYIOLLMIA NaH3HLEe-
tanut (NCN, neikosHuedanut Bav-borapta) — mea-
NIeHHO  nporpeccupyiollee, HelpofereHepaTuBHOe
CMepTenbHOe 3a60neBaHue LLeHTPanbHOW HEPBHOW Cu-
CTeMbl, BCTpeyatoweecs y feTeil n NOAPOCTKOB, Bbi3bl-
Baemoe BMpycom Kopu. iccnegoBaHue 3anafHbix CTpaH
BbIAABUMO PUCK OT 6,5 A0 11 cnyyaes MNCIM Ha kaxAable 100
000 cnyuaes Kopu. Yaue 6onetoT manbumki (3:1). 3a60o-
neBaHune pa3BuBaeTcsd B Bo3pacTte 5-15 nert.

Llenb. Mpueneub BHUMAHNE K pefKoMy OCNOXHEHUIO
KOPEeBOW NH(EKLNM, HEOBXOANMOCTI NPOBEAEHNS TLLA-
TenbHoOU AnddepeHLnanbHON AUATHOCTUKM, @ TaKxe
0 HEeo6XoAMMOCTU NPOUNAKTUUECKON BAKLIMHALMN OT
KOpP€eBOW MH(EKLMM.

KnuHnueckuin cnyvail. Manbunk, 4 roga, ypoxeHeu,
Taf)KMKWHCTaHa. MepuHaTanbHbIN aHaMHE3 He OTSAro-
LieH, paHHee pa3BuUTME NO BO3PACTY. A3bIKOBOW Bapbep
C poautensamu. lMepsble }anobbl NOABUANCL B HOSGpe
2024 1. B BUAE NPUCTYNA C TOHUKO-KMNOHUYECKUMHU MO-
AepruBaHNAMM KOHEUHOCTEN C NOCNeaylowmum npu-
COe[IMHEHNEM HaBSA3UMBbLIX [BWXEHWA TFONOBOW, 3NU-
3040B MCMXOMOTOPHOrO BO36YXAEHMs, arpeccunm no
OTHOLWIEHNIO K OKPYXAMLWMM, [U3apTpuUen, Aucnpak-
cnen. HasHaueHa NpOTUBO3NWUMENTMYECKAs Tepanus
BafbNpoeBON KUCNOTON C KYNMPOBAHMEM CYAOPOXHbIX
napokcusmos. 12.01.2025 r. oTMeueHoO yXyAalleHue co-
CTOSIHUSA, BbIPAXXEHHbI PErpecc MOTOPHbIX HABbIKOB:
pebeHOK nepectan pasroBapuBaTb, X04UTb, CAAUTHCA,
OTMEUaNuChb 3NM304bl HEMPOU3BONbHOIO MOYENCNYCKA-
HuA 1 gedekaLum.

06cnesoBaH Mo MECTY KUTENbCTBA: TAbOPaTOPHO 6e3
KIMHUYECKM 3HAUMMbIX U3MEHEHWIA, B 06LWEM aHanu3e
NMKBOpa 6e3 N3MeHeHKN, pe3ynbTaTbl NoceBos 1 MLUP K
BMpPYCaM repnec-rpynnbl OTpULATENbHbIE, TMKBOP CAAH
Ha ayTOMMMYHHYI0 NaHeNb — MAPKEPbI OTPULLATENbHbIE.
Mpn NnpoBefeHN MarHUTHO-Pe30HAHCHOW TOMOTrpaduu
rONOBHOr0 MO3ra BbIIBNEHO AN QYy3HOEe M3MeHeHue
MP-curHana ot Kopbl BUCOUHbBIX A0ONEN, NHCYNAPHbIX 06-
nacrtein, 6asanbHbix OTAENOB N06HBIX Aonen. Haxogauncs
C ANArHO30M: BEPOSATHbIA AyTOMMMYHHbIA 3HLe(anuT.
Mpu nposefenunn nynoc-Tepanuu n BBUI otmeuena no-
NOXWTENbHAs ANHAMWKA: NOSBUCA KOHTAKT C MaMOM,
CTan y3HaBaTb POACTBEHHMKOB, Hapocna AsuUraTefb-
Has aKTUBHOCTb. 28.01.2025 I. Ha hOHE NpUCcoeSUHEHNS
OPBW, nosbiweHns Temnepatypbl 4o 38°C BHOBb OTMe-
yeHa OTpuLATENbHAA AWHAMWUKA B BUAE COHAUBOCTH,
OTCYTCTBUSA KOHTAKTA, HapyLIeHNe XeBaHus, rnoTaHus,
OrpaHUYeHNs ABUTraTeNbHOW aKTUBHOCTM B NPaBbIX KO-
HeuHocTaX. NepeBeneH B Mopo3osckyto ANKB.

13



MA3YPUHCKWE YTEHWA. XV Bcepoccuiickas HayuyHo-npakTuyeckas cTygeHyeckas koHdepeHuns. COOpHIUK Te3ncos

2025 10A

Mpn nocTynneHnn: yposeHb Co3HaHusa — conop. OT-
MeyaeTCs OTCYTCTBME CTBOMOBbIX Penekcos, N3MeHe-
HWEe MbILeYHOro TOHyca No Tuny «3ybuatoro Koneca»
C aKLUEHTOM CneBa, MUOK/IOHUM B NeBoW pyke. Ha MPT
FOfI0BHOrO MO3ra: KapTuHa Anddy3HOro LUTOTOKCKU-
UeCKoro OTEKa MHTPAKOPTUKANbHbIX U Cy6KOPTMKANb-
HbIX YYaCTKOB CTPYKTYPHbIX M3MEHEHU BELLECTB MO3-
ra BUCOUHbIX, TOGHbIX U TeMeHHbIX fonen. 33 uacTble
BbICOKOAMMAUTYAHbIE pa3paabl  MefneHHOBOMHOBOW
aKTUBHOCTM NPEUMYLLECTBEHHO leNbTa-AnanasoHa, va-
CTO C BK/ItOUEHMeM nonndasHbix OCTPbIX NOTEHLMANOB
N MeASIeHHbIX KOMMNIEKCOB OCTpas-meAsieHHas BOJHA
no nobHbim obnacTam. JlabopatopHoe o06cnefoBaHme:
Kopb 1gG VDA cbiBopoTkn — 109 ME/mn; Kopb 1G NDA
NUKBOpP — 23 ME/Mmn.

Ha ocHoBe nabopaTopHbIX JaHHbIX, pe3ynbtatos MPT
1 33T 6bIN MOCTABMEH ANArHO3 — NOJOCTPbIA CKNepo3u-
pYlOLLMiA NaH3HLedanuT.

3akntoueHue. MpeacTaBneHHbIN CyYaii NOKa3biBaeT,
4TO NOCTAaHOBKA AuarHo3sa MCM 3aTpygHuTenbHa. N3-3a
KpanHel peAKoCTM 1aHHOW NAaTONOMW U NOAOCTPbIM Te-
ueHnem B NEepPBYL0 oUepeab Y TakMX NaLMEeHTOB UCKIIO-
yaeTca ayTOMMMYHHbIA 3HLedanuT. BaxHon cocTasns-
lollel B 06LIEHMI C NauMeHTamMn ABNSETCA NoApPo6HO
COBpaHHbIN aHaMHe3, BKNUas Hanuume NpUBKUBOK, a
TaKXe BblfBNeHUe cneundnyeckux aHTuTen. B Hawem
K/IMHUYECKOM Cflyyae c60p aHamHe3a 6bifl KpanHe 3a-
TPYAHEH, UTO YANMHUNO OKOHUYATENbHYIO YCTAHOBKY AM-
arHosa.

EanHcTBeHHON npodunakTukon MCMN saBnsetca cBo-
eBpeMeHHas BaKuuHauus oT kopeBoi MHdekuun. C
YYETOM MaCCOBOro CcTpaxa nepej BakUMHaLuen y poau-
Tenel, Heo6xoMMO MOMHUTb NPO aHHbIE PEKO BCTpe-
UaKoLLNEeCc 0CNOXHEHNS AETCKUX MHAEKLUN.

OCTPbIil TACTPOIHTEPUT Y AETEN
fipemenko C.A., KoBaneHko A.10., PycHak M.B.

HayuHbiii pykogodumernb:
K.M.H., doyeHm Ky3Heuyosa U.A.

@Orooy BO Ncnermy mm. .M. Nasnosa
MuH3gpasa Poccun

BBepeHue. OCTpbIf raCTPOIHTEPUT Y AeTell — OfiHa U3
YaCTbIX NPUYNH 06PaLLEHII 33 MEANLIMHCKOW NOMOLLbIO
B neguatpuu. 3abonesaHne NPoABASETCA BOCNANEHNEM
CN3NCTON 060MOUKM XeNyaKa U TOHKOTO KNLWEUYHUKA,
uTO MOXeT Bbi3BaTb Anapeto, pBoTYy, 601K B XUBOTE U
Apyrue cumnTombl. O6bIYHO MPUUNHON OCTPOrO racTpo-
IHTEpUTa ABNAIOTCA BUPYChI, TaKNE KaK POTaBUPYC, OA-
HaKo 6akTepun 1 NapasuTbl TOXE MOrYT UrpaTb POfb.
AKTYanbHOCTb 3TOM Mpo6nembl onpefenseTcs pPagom
(haKkTOpOB: LWMPOKAA PaCnpoCTPaHEHHOCTb. CornacHo
AaHHbIM BO3, Kaxabln rog dukcupyetcs 1,7 munnnapga
cnyyaeB 3a6oneBaHun cpeau Aetei mMnaglwe nNatu ner.
BO3MOXHble 0CNOXHEHMSA, Hanpumep, 06e3B0XMnBaHMe,
ANCcHanaHC 3NeKTPONUTOB U JaXe CMEepTb.

KnuHnueckun cnyuyain. PebeHok ABYX neT 6bin fo-
CTaBfeH B 6ONbHULY 3KCTPEHHO C Xanobamu Ha Bbl-
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COKYI TemnepaTypy, Auapeto, MHOrOKPaTHYK PBOTY,
6onamu B anuractTpumn. OTMeYaeTCs BHE3ANHOE Hayano
CMMNTOMOB. Beuepom nepBoro gHa pebeHokK fer cnatb,
HOYbIO GblNa pBOTA. YTPOM OH NMPOCHYNCA, BbINMUA Yan,
nocne yero CHOBa [ABaXAbl BblpBano, TemnepaTtypa
nosbicunach Ao 38,3°C. PoagnTenu He gaBanu pebeHky
HUKaKWX NekapcTs, U K Beuepy Temnepatypa cnana.
OAHako, Ha cnefylouee yTpom pebeHKa BHOBb Bbl-
psasno, Temneparypa nogHanacb fo 38,4°C, nossunca
KUAKUA KaWMLeobpasHbl CTYN, MHOTOKpaTHas pBoTa
(NpumepHO 4-5 pas), conpoBoxaaemas 601aMKU B 3NK-
ractpanbHon obnactu. bbina Bbi3BaHa CKOpPas NOMOLLb,
U pebeHKa rocnuTanusmpoBani B IeTCKy ropoackyto
KNMHMYecKylo 60nbHuLy. COCTOSIHME Yyny4ylInAoCh ye-
pe3 ABoe CYTOK 6narofaps UHAY3MOHHOW Tepanuu un
NPUMEHEHNI0 aHTU6MOTHKA ((hypa3onnaoH), uto yKkasbi-
BaeT Ha Hanuume OCTPON KULWEYHOW NHPeKkunn bakTe-
pUanbHOro NPOUCXOXAEHUA, XOTA HeNb3f UCKNIUYNUTb
BO3MOXHOCTb BUPYCHOW WH(EKLUN. AHAMHE3 He OTA-
roweH. Guanyeckoe pa3sutme pebeHka COOTBETCTBYET
BO3pACTy, yMCTBEHHOE pa3BUTME He oTCTaeT (pocT co-
cTaBnsieT 92 cm, Bec — 11,8 Kr npu 06CnefoBaHum, paHee
cocTtasnsan 12,5 Kr).

Mpepnonaraembil [MarHo3: OCTPbIM TacTPO3HTE-
put. OCnoXHeHue: 3KCMKo3 | cteneHun. buoxumuyeckue
aHann3bl KPOBM 6€3 OTKNOHEHNIA. OTMEUYaeTCs HeNTpo-
(UNbHBIA NENKOLMTO3, YKa3blBalOWNIA HA NpOTeKakw-
WM B OpraHu3me BocnanuTeNbHbIn Npouecc bakTepu-
anbHOro xapakTepa. WccnepoBaHue Kana MCKNOUUNO
3apaXeHue reNbMUHTAMN U NPUCYTCTBME NPOCTEMLINX.
AHanM3 MeTo0M UMMyHO(epMeHTHOro aHanu3a (MDA)
WCKNIOYAET Hanuuue poTaBupyca. PekomeHAoBaH no-
CTEeNbHbIN PeXMM 1 06MnbHOE NUTbe. Ha3HaueHa aueTa
4b no NeB3Hepy: c6anaHCMPOBAHHOE NMUTAHUE C HE3HA-
UMTENbHbIM YBENNUEHMEM OENKOBOW COCTABNSIOLLEN.
OrpaHuyeHo ynoTpebneHme npoayKTOB, Bbi3bIBAOLLNX
MEXaHUYECKOEe U XMMUYECKOEe Pa3ApaXKeHNne CN3nCTbiX
06010YEK XeNYyAOYHO-KULIEYHOTO TPaKTa. 3anpeLleHbl
NPOAYKTbI, CNOCOBCTBYOWME NpoLeccam BpOXeHUs 1
THUEHNS B KULIEYHMKE, A TAKKE CUNbHO CTUMYNUPYHO-
L€ XEeNYAO0UHYIO CEKPELNIo, MOMKENYAOUHYIO XKenesy,
XenuesblaeneHne n pasgpaxarwllne neyeHo. Bee 6nto-
Aa BOMKHbI ObITb NPOTEPTbl U MPUTOTOBAEHbI HA Napy
NN BapeHble. fopsaune n xonofgHble 611043 UCKMIOYUEHDI.

3TnoTponHoe neuveHwve: Gypas3onuaoH 100 mr Tpux-
Abl B fAeHb. MaToreHetnueckas Tepanus: WHGY3MOH-
Has Tepanua: «PacTtBop PuHrepa» 500 mn ofHOKpPaTHO
eXe[HEBHO B TeUeHMe Tpex JHel. BUTaMUHHO-MUHe-
panbHbIn KOMMAeKCe «AndaBuT: WKONbHUKY. COPBEHTI:
«CmeKTa», fiBa naketa B fieHb. CuMnTOMaTMYeCKoe ne-
yeHune: HecTepouHble NPOTUBOBOCNANUTENbHbIE Cpea-
cta (HMNBC): «Han3» no mepe HeobX0AMMOCTH.

3aKnueHne. B npeacTaBNeHHOM KAMHUYECKOM
Cnyyae CBOEBPEMEHHas AWArHOCTMKA W afeKBaTHoe
fleueHne No3BONMUAN KYNNPOBATb OCTPble MPOABNEHUS
3a60neBaHNUsa U NpefoTBPaTUTb BO3MOXHbIE OCOXHE-
HUA. KOMNEKCHbIA noaxon K Tepanuu, BKAKUAKLLNIA
3TUOTPOMNHOE, NATOreHeTUUECKOEe U CUMITOMATMUECKOE
neyeHune, ABNAETCA KNOUeBbIM aKTOPOM YCMELHOro
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BbI3[JOPOBNIEHNS NALMEHTOB C OCTPbIM FacTPO3HTEpU-
TOM. Ba)KHO yuMTbiBaTb HEOOXOAMMOCTb COONIOAEHUNA
ANETUUECKUX PEKOMEHAALMA M pexuma nNuTaHus ans
YCKOPEHMA npoLiecca BOCCTAHOBNEHUS DYHKLNM XKeny-
JIOYHO-KMILIEeYHOro TpakTa. lpoBefieHe NabopaTopHbIX
nccnefoBaHMii NOMOraeT YTOUHNUTb 3TMONOTMIO 3a60ne-
BaHWA 1 HA3HAUNTb COOTBETCTBYHOLLEE TeUYeHMe.

NuuHblii BKNap. COBMECTHO C BPauyoM OTAENeHus
MPUHMMAnNa NauneHTa, yyacTBOBasNa B cbope aHamHe3a,
06bEKTUBHOM 06CNeA0BaHNN, aHANN3 NONYYEHHbIX Na-
60paTOPHbIX JAHHbIX.

OCOBEHHOCTU TEYEHUA
COI'IbTEPﬂIOlI.I,EVI OOPMbI BPO)KLI,EHHOVI
ANCOVHKLN KOPbl HAQMOYEYHNKOB

Y HOBOPOXAEHHOIO
HoBuukoBa M.A., MupoHoBa B.A.

HayuHbili pykosodumens:
K.M.H., doyeHm CapkucsH E.A.

®OrAQY BO PHUMY um. H.1. NMuporosa
Mun3apasa Poccuu (MMpOroBCKIUi YHnBepcuTer)

BeepeHune. BpoxaeHHaa ANCHYHKLUMA KOPbl HaAMno-
ueyHnkos (MKB 10 E25, BAKH) — 3T0 rpynna aytocom-
HO-PeLLeCCUBHbIX 3a60NMeBaHN, XapakTepusyoLuxcs
HapyLIeHNeM CUHTE3a KOPTM30Ma HAAMNOUYEUHUKOB C
COMYTCTBYIOWUM N36bITKOM AHAPOreHOB B pesynbrate
aeduunTta dhepmeHTOB CTepounaoreHesa.

Knaccuueckne copmbl BAKH BcTpeuatoTcs c ua-
cToToi 1 cnyyair Ha 14000 XMBbIX HOBOPOXAEHHDIX.
KnuHnyeckaa kapTuHa OTCYTCTBUA 21-TMAPOKCUNA3DI
CKNafblBaeTCs M3 TaKMX NPOSBNEHUA HAZMOUYEUHUKO-
BOW HeJOCTATOYHOCTH, KaK AedMuuT KOPTU30Ma, anb-
[OCTepoHa U runepaHaporenmnn. Conbtepstowasn gopma
BIKH xapakTepun3yetcs aednuutomM Kak MUHEPaNnoKop-
TUKOWAOB, TaK U MMIOKOKOPTUKOMAOB. lpn OTCYTCTBUM
KOMMEHCALMM MOXET Pa3BUTbCA CONMbTEPAIOWMA KPU3,
npoABAAWMNCA 06€3BOXKMBAHNEM, Pa3BUTNEM ALNI0-
33 W HapyLweHnem remoiJMHaMunKN.

KnuHnueckuin cnyyaii. fleBouka P., poaunacb ot co-
MaTWUeCKW 340pOBOM MaTepu 35-TW NeT OT 2 POOB,
3 6epeMeHHOCTW, NpoTeKaBllel Ha (OHe TOKCUKO-
3a C BblpaXXe€HHOW noTepen Beca. B | TpumecTpe maTb
nepeHecna SARS Covid-2, Bo Il TpumecTpe — yrpo3a
npepbiBaHMA, KynupoBaHa rectareHamu. Pogbl nyTem
3KCTPEHHOr0 KecapeBa CeUeHUs Ha Cpoke 37 Hefenb,
(hebpunbHan nuxopaaka B pogax. Macca tena — 2950 r,
AnuHa Tena — 49 cm, APGAR 8/8 6annos. Mocne poxae-
HUA pebeHKY YCTAHOBIIEH MYXCKOW non. Ha BTopble CyT-
KM XN3HWN pebeHOK nepeBefieH B OTAeNeHNe NaTonorum
HOBOPOX/EHHbIX MHOTONPOMNbHON AETCKOW 6ONbHU-
Libl MO NOBOAY BPOXAEHHOWN HEYTOUHEHHON UHGEKLUY 1
KOppeKuMn NpOMeXHOCTHON rMnocnaauun. Pesynbrathl
OCMOTpa BPa4oOM-HEOHATONOrOM: HapyXHble NOnoBble
opraHbl cpopmMrUpoBaHbl HEMPaBUbHO, FMNepTpodupo-
BaHbl 60MbLWMe NONOBbIE ry6bl, TMNEpPTPodUa KNMTopa,
rofloBKa NOMOBOrO uieHa cPopMUpoBaHa, y3Kni ypore-

HUTaNbHbIN CUHYC, CTENeHb BUpUAM3aLuu no lMpagepy
IV. BblIiBNEHbl 3NE€KTPONUTHbIE HAPYLIEHUA: TMNOHATPU-
emuna (122 mmonb/n), runepkanmemuns (12,2 mmonb/n). Mo
[laHHbIM YIIbTPa3ByKOBOro uccnegosaxus (Y31) manoro
Ta3a 06HapyXeHa MaTka, rOHaAbl B NAX0BbIX KaHaNax u
60nbLWKUX NONOBbIX ry6ax He 06HApYxeHbl. HeoHaTanb-
Hblil CKPUHWHT — NOBbILIEH YPOBEHb 17-rMApOKCMnpore-
ctepoHa (1110 HMonb/n), KapuoTMNUpoBaHne — 46XX. Ha
OCHOBAHUU KNUHWUKO-NaboPaTOPHO-UHCTPYMEHTANbHbIX
AaHHbIX YCTAHOBNEH AUArHO3 BPOXAEHHAS ANCRYHKLMA
KOpbl HaAMOYEUYHMKOB, conbrepsalwas qopma, apry-
MEHTUPYIOLMIA NPOBefEHNE MONEKYNAPHO-TeHeTuYe-
CKOro nccnepoBaHmna. HasHayeHa 3amecTuTenbHas rop-
MOHarbHas Tepanus rnokokopTukocteponaamm (TKC),
NpUBOAALLAA K CTabUnM3auum COCTOAHUA. BbinucaH B
YO0BNETBOPUTENbHOM COCTOAAHWUM NOA HabNoAeHue ne-
Amnartpa 1 3HJoKpuUHonora.

B Bo3pacTte 1 mecal 26 AHeNn, AeBoYKa NoCTynuna B
MH(EKLUNOHHOE OTAeneHne MHOronpodunbHON AeT-
CKOW 60MbHULbI C Xano6amm Ha 6eCnoKOWCTBO, Pa3Xu-
KEHHbIA CTYN. YUMTbIBAA KNUHWYECKYIO KapTUHY, Bbina
3amnofo3peHa kueyHas nHdekuusa. Mo nabopaTopHbiM
AAHHbIM: nelkounTbl — 6,92x10°/n, CPB — 0,2 mr/n, Ka-
nnit — 4,7 mMonb/n, HaTpun — 138 mMonb/n, AKTI — me-
Hee 5 nr/mn, KopTuson — 6onee 50 MKr/an. Beuay oTcyT-
CTBWS MOBbIWEHNS MApKEpPOB BOCMANEHUS, CHUXEHUS
AKTI, nosblweHns KOpPTMU30Ma, PEBEHOK KOHCYNbTUPO-
BaH 3HAOKPWHOMOIOM, COCTOfIHME OblfI0 PaCUEHEHO
KaK AeKoMneHcaums 0CHOBHOro auarHo3a. NposejeHa
KOppeKumMs 3amecTuTesibHon Tepanun. C y4eTom Hop-
Mann3aummu KNMHUKO-NabopaTopHbIX SAHHbIX, NALUEHT
BbIMWUCAH NOA HabMOLEHNE IHOOKPMHONOTA C PEKOMEH-
AalLVAMKU O MPOBeIeHMN NNACTUUYECKOW onepaLuu.

MonekynapHo-reHeTMYeCKMn aHanu3 BbIIBUM MyTa-
uuto 339del B reHe CYP21A B roMO3UTOTHOM COCTOAHWN.

3akntoueHue. BJKH B HeoHaTanbHOM Nepnoae MoXeT
MPOTEKaTb C COYETAHHbIM HapywweHnemM hOPMUPOBAHNS
HApPYXXHbIX NOMOBbIX OPraHOB W 3NEKTPOANTHLIMU HAPY-
WeHnsMK. 3a4acTyo NposiBNeHUs aumposa n 06e3so-
XMBAHUA Yy IeTen ¢ conbTepsiollel popmon BAKH Tpe-
6YI0T TiWaTenbHOW AnddepeHLnanbHOW ANArHOCTUKN C
MH(EKLMOHHbIMN 3360N1eBaHUAMN U YHKLMOHAMbHbI-
MW HapyLeHUAMU NULLEBAPUTENBHON CUCTEMbI KakK B
HeOHaTaNbHOM, TaK U B PaHHEM IeTCKOM Bo3pacTe. Pa-
LMOHaNbHasA 3aMecTUTeNlbHAsA FOPMOHaNbHasA Tepanus
NO3BONSAET KOPPEKTUPOBATH 3MEKTPONMUTHbIE NOKa3aTe-
AN 1 NpeaoTBpaLLaTh HALMNOUEYHNKOBbIE KPU3bI.

NInuHbIi BKNAZ. V3yyeHne n aHanu3 MeAuULUHCKON
NUTepaTypbl, PETPOCNEKTUBHbIN aHanu3 uctopun 6o0-
Ne3Hu, NOAroTOBKa Te3mnca.
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2025 10A

KNNHWYECKNIA CNYYAIN HENPOHANBbHOIO
LEPOUAHOIO TMNO®YCLUWHO3A 1 TUNA
PaccoxuHa A.M.

HayuHbili pykoeodumenb: K.M.H., doyeHm JlapuHa /1.E.

®OrAQY BO PHUMY um. H.W. NMuporosa
Mun3apasa Poccum (MMpoOroBCKuii Yuusepcuter)

BeepieHue. HelpoHanbHbIN LieponaHbIn nunodycum-
HO3 (HLIJT) 1 TMNa — ayTOCOMHO-peLleccuBHoe 3abone-
BaHue, 06YCNOBNEHHOE MyTaLMeN B reHe, KOAUPYHOLWEM
(hepmeHT nanbmuTOMNNpPOTEUHTMOICTEpasy (PPT1), un
npuBoAsLLENA K HAKONMEHWNIO NMNONUIMEHTa B M30CO-
Max KneTok, Befyllemy K HelpomereHepaTUBHOMY 3a-
60NeBaHNI0 TONOBHOro Mo3ra. Y AeTen Ha 6-24 mecaue
nocne MHUMOro HOPManbHOIO Pa3BUTMA HaBNOAAETCS
perpecc n 6bICTpas yTpata MOMYYeHHbIX HABbIKOB B
COYeTaHMM C 3INUNENTUYECKUMU NPpUnagKamm, cnacTu-
yeckum Tetpanape3om. Yactora BcTpeyaemoctn HUJ
3aboneBaHnin coctaBnaeT 1 cayyan Ha 25000 yenoBek.

KnuHnueckmit cnyyai. [leBouka, 12 net, 6bi1a 3KC-
TpeHHo rocnutanusuposaHa B MAMKD 1712.2024r. B
cocTosiHuM conopa. OueHKa Co3HaHmA no LWwKane Mmas-
ro 10 6annos, no wkane SOFA 4 6anna. 3 aHamHe3a:
paHHAA 3nunenTuyeckas 3HuUedanonaTus, CBA3aHHas
C fleneunen ANUMHHOMO nnieya X-XpoMOCOMbI, cnacTuye-
CKWil TeTpanapes, HapylweHue MOTOPHOrO U PeyeBoro
pa3sutus. B 2018 . ycTaHOBMIeHa racTpocToma, B 2021 —
Tpaxeoctoma. C 16.12.2024 r. COCTOSIHME NALMEHTA YXya-
LWINNOCh, YYACTUNINCD CYAOPOXHbIE MPUCTYIbI, B TEUEHUe
7 AHel oTMeyYanacb 3afepxka ctyna. CKopon meguLmH-
CKOW nomoLybio AocTaBneHa B MAMKB B Tsenom cocTo-
SHUM C npu3Hakamu yrueTenms LHC. Ha 33T auddysHoe
yrHeTeHe KOPKOBOM PUTMUKU, Npo6exKa TeTa-gmana-
30Ha B NpaBON BMCOYHOIW 06nacTu. Bo Bpemsa nccneno-
BaHMUA 3NUIENTUYECKUX MPUCTYNOB N X 33M-NaTTepHOB
He 6bin0 3apermctpupoBaHo. B 2019 6bin odopmneH
NannuaTUBHBIA CTaTyC. B CBA3N C CyAOPOXHOM aKTMB-
HOCTbIO eXeAHEBHO NPUHUMAET NAMOTPUAXKUH, KNOHA-
3enam, 6aknodeH, XNopnpomasuH, rabaneHTuH, Tusa-
HWAWH, Banbnpoesyo Kucnoty. COCTOAHWE HAa MOMEHT
roCnUTanu3aLnmy TsHXKeNoe 3a CYET HEBPOMOTUYECKON
cumnTomaTuku. UBJT-3aBUCMMOCTDb. [lbiXxaTenbHas Heao-
CTaToOuHOCTb 3 cTeneHn (pCO2 55 MMm. pT. CT., p0O2 85 MMm.
PT. CT., SO2 98,8%). PEHTreHONOrnueckasa KapTuHa CHU-
XEHUA NHEBMATU3ALMU B MeANaNbHbIX OTAENaX NPaBoro
nerkoro. /labopaTopHble NOKa3aTenu: HeMTPOQUIbHbIN
neiikouuTO3, aLuao3, ysenuueHne yposHsa CPB. Mo pe-
3ynbratam 3KI onpepensetca CynpaBeHTPUKYNApHas
Taxukapgua (UCC 118 ya/muH), HenonHas 6nokaga npa-
BOM HOXKM Nyuka Mca. MouencnyckaHue no Kkatetepy, B
OAM remaTypus, NenKoLMTYpUs, LMANHAPYPHUA. Y nauu-
€HTa 3a BpeMs HaxoxaeHus B OPUT B TeueHue 3 fHeili OT-
Meuanacb nonoxutenbHas AnHamuka (pCO2 41 MM.pT.CT.),
CyAOporu Kynuposanucb, HOPMaNU3o0Banca CTyn nocne
Knu3mbl. 19.12.2024 r. 6bina npoBeAeHa onepauus no
3aMeHe TpaxeoCToMUUYeCKon Tpyoku. CocTosHME MO Bbl-
nucke: Taxenoe, 6e3 anHamuku. Mo wkane FOUR 9 6an-
nos, no wkane SOFA 2. PekoMmeHJ0BAHO NPOAOCMHKEHNE
Tepanuu, BKAYatwee B cebs pecnnpaTopHbIN YXOA,
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CMeHY MOBA3KM W TyaneT KOXW BOKPYr TPAXeoCTOMbl,
3HTEpaNnbHOE KOpMMeHNe, Npruem aHTU3NUNeNTUUYECKON
Tepanuu (A3T). MegnKkamMeHTO3Has Tepanusa npenapara-
M1 TOpacemMmua, aLeTasonammui, Kanusa 1 MarHua acnapa-
rHaT, 06e3601MBaHKe C NOMOLLbIO MOpdMHA.

3akntoueHune. [laHHbI NALUEHT ABAAETCS NPMMEPOM
TAXKENOro TeUEHNS HellPOHANbHOrO LIEPOUIHOIO NKUMo-
thycumHo3a 1 TMna, KOTOpoe NPUBOANT K HEOOPATUMbIM
n3meHenuam B LHC. B HacTosiwee Bpems cneunduyue-
CKOTO /IeUEHMA HET M NPUMEHSIETCA TONbKO CUMANTOMA-
TUYeckas Tepanus, KoTopas Cnoco6CTBYeT NPOANEHNIO
KM3HM NALWEHTOB U BKIOYAET B Ce6s NMpUMeEHeHMe
npenapaToB AJT, KOPPEKLMID MbILLEUYHOTO TOHYCA, KOp-
pekumo obmeHa BelwecTs, obesbonusawowme. Cembe
TpebyeTcs NOMOLb B YX0[e 3a NauneHTom, obecneve-
HME MeJMKAMEHTO3HbIMW CPEACTBAMM, KOHCYNbTaLMA
Bpaya-reHeTuKa Npu NMaHWpoOBaHUM 6Gyaywen 6epe-
MEHHOCTMW.

NnuHblA BKNAA. Bbin NpoaHanu3MpoBaH BbIMUCHON
3NuKpu3. MNMpoBefeH aHanM3 UMeKLWNXCs AAHHbIX MO
0CO6EHHOCTAIM  paccMaTpuBaemoro 3aboneBaHus u
OLEHKa 3(PEKTUBHOCTU neyeHns. Te3UCHO U3NO0XEHDI
pe3ynbraThl.

FTMNEPBUTAMWUHO3 A HA ®OHE NPUEMA
PETUHO/IA NPU NEYEHUWN AKHE:
KMHWYECKINIA CIVYAI
bypuHckas A.A., Kyp6aHosa C.0.
HayuHbili pykoeodumenb: K.M.H., 0oyeHm J/lapuHa /1.E.

®OTAQY BO PHUMY um. H.. Tiuporosa
MuH3apasa Poccun (MMPOroBckuin YHusepcuTer)

BBepeHue, akTyanbHOCTb. ButamuH A — xupopac-
TBOPMMbIA BUTAMMWH, KOTOPbIiA, B TOM UAC/IE NPUMEHAIOT
npu neveHun Tsxxenbix dopm akHe. Mpu ANUTENbHOM
exegHesHOM npueme csbiwe 100000 ME ButamuHa no-
ABASAIOTCA CUMNTOMbI XPOHUUYECKON TOKCMUHOCTH: TOLW-
HOTa, pBOTA, 60NN B KOCTAX U CyCTaBax, renatomeranus,
runepKanbLUemMns, CyXoCTb KOXM, NOMKOCTb HOTFTen,
anoneuus. lMocne npekpaweHus npuema npenapata
CUMNTOMbI NPOXOAAT CAMOCTOATENbHO. B 60NbLWINHCTBE
nybnukaumii onucbliBatoTca 3pdeKTbl HeAOCTaTKA BUTA-
MWHa A, Npyu 3TOM MHOPMaLMW NPO FUNEePBUTAMUHO3
He TaK MHOTO. B CBA3M C 3TUM Mbl XOTUM aKLLEHTMPOBATb
BHMMaHMWe Ha IaHHOI Npobneme.

KnuHnueckun cnyvail. Manbuuk, 16 net, noctynun
09.11.24 1. B CTALMOHAp € Xanobamu Ha cnaboCTb, TOW-
HOTY, 60NN B XUBOTE, MUANTUM, 6ONK B KOCTAX U CYCTa-
Bax. B aHamHe3e — JAnTeNbHbIA Npuem PeTuHONA Nanb-
MuTaTa ana neuenus akHe (no 200 Tbic. ME B TeueHue
9 mec.).

Mpn ocmoTpe: BblpaXeHHas CnabocTb, OTCYTCTBUE
anneTuTa, TOWHOTA, MHOrOKpaTHas pBOTa, XeWNnT, nna-
CTMHUATOE LWenyleHne Koxu, cebopes, BblpaXKEHHbI
KOXHbI 3ya, 60NN B MblLLAX, KOCTAX, 6BONK B XXMBOTE B
MPOEKL M XEeNYHOrOo My3bips. BbiiBNEHbl rMAPOTOPAKC
cnpasa o 250 ma n acumt go 500 mn.
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3a BpeMms HabMwogeHus B CTaLMOHape OTMeYanoch
ONUTENbHOE COXPaHeHWe ruapoTopakca, acuurta. B
CBA3W C HapacCTaHMeM BbINOTA [PEHUPOBAHA NpaBas
nnespanbHas NonocTb, Ha3HauUeHa AnypeTuueckas Te-
panus.

NTabopaTopHO: NaHLNUTONEHNS, CHIKEHNE (DUOPUHO-
reHa, NPoTpoM6UHa, NoBbllWweHne [-gumepa, Gpepputu-
Ha, TMMONPOTENHEMUSA, TUNOANbOYMUHEMUSA, KNUHUYe-
CKM He3Hauumoe nosbieHne CPb n depmentos (ACT/
ANT/TTT). C MOMeHTa MOCTYNAEHNs OTMEYanocb Ha-
pacTaHue moueBuHbl 40 20 MMonb/n 1 KpeaTUHMHA A0
150 MKMONb/N K 26.11.2024 T.

CHMWXeHWe nokasaTeneil a30TEMUU JOCTUrHYTO
nposefeHnem (HopcMpoBaHHOro auypesa. MposefeHa
nynbc-Tepanua metTunnpeaHu3onoHom ¢ 07-09.12.2024 r.
C NPOAOMKEHNEM Tepanun NpeaHn30n0HoM 50 mr/cyT-
Ku.

€ 09.12.2024 r. — BbIpaXkeHHana anonewuuns, Magapos.

C13.12.2024 1. n0 25.12.2024 r. Haxoaunca B OPUT ¢ ue-
nbto Koppekumn runodocdatemun (0,4 mmonb/n). NMpo-
BeAeH nna3moobmeH N4, npoBoAunach 3aMecTuTe Nb-
Hasa Tepanus pacTBOPOM anbbyMuHa, NapeHTepanbHoe
1 neuebHoe nuTaHue, nokasaTtenu docdopa crabunn-
3MpPOBANUCh.

3a Bpems npebbiBaHMA COCTOSAHUE C MONOXUTENb-
HOW JMHAMWUKOW, ABNEHMA NONUCEPO3NUTA KYNMPOBaHbI,
HOPManM30BaNMcb NOKa3aTeny remorpamMmmbl, Koaryno-
rpammbl. MauyeHT BbINUCANCS B CTABUNbHOM COCTOSHUM
Ha ambynaTtopHoe HabnoaeHue.

3akntoueHue. MpeAcTaBNEHHbIA KAMHUYECKUA Chy-
yail AEMOHCTPUPYET BO3MOXHOCTb Pa3BUTUA TOKCUYe-
CKOTO TOpakeHUs NeyeHn Mpu ANUTENbHOM CUCTEM-
HOM Mpueme BbICOKMX A03 MpenapaToB BUTaMMHA A.
TpyAHOCTb MOCTAaHOBKM AMArHosa 3akniouaeTtcss B OT-
CYTCTBWW NMOMHOrO aHamMHe3a 3a60neBaHWs U OTCYT-
CTBUM Cneuuduyecknx CUMNTOMOB Ha PaHHMX 3Tanax
ANArHOCTUKN.

ButamuH A no3BonsieT CHU3UTb NPOABNEHNS TaKUX
AepMaTo30B, Kak akHe. OAHAKO Ha3HauaTb ero cnepyet
Ha HeNPOAOMKUTENbHBIN NEPUOA 1 NOJ KOHTPONEM Bpa-
uya. BaXHO 06BACHATb NALMEHTAM, UTO BECKOHTPONbHbIA
ANUTENbHBIN MPUEM NpenapaToB MOXET NPUBECTM K ce-
PbE3HBIM Npobremam. MNepBUTAMUHO3 A [OMKEH yuu-
TbIBATbCA Npu AndiepeHLManbHON JUArHOCTUKe Xpo-
HUUEeCKMUX 3a60M1E€BAHNN NEUEHM.

NuuHbin BKNag. AHanu3 nutepaTypebl, c6op nHtop-
MaLMn No TeMe, HaNUCaHNe TEKCTa TE3UCOB.

FEMOPPAIMMYECKWIA BACKYINT V AETEN:
KNUHWYECKNI CNTYYAIR
A3umoB X.LL.
HayuHbili pykogodumenb: K.M.H., doyeHm Age3oea I.C.2

T TalWKeHTCKaA MeanLmMHCKaa akagemms
2 MHoronpounbHas KNMHMKA
TalKEHTCKON MeMLMHCKON akaaemum

BBepeHue. Llenbio faHHOW paboTbl ABNSETCS ONu-
CaHWe KNMHWYECKOro Cnydyas remopparMyeckoro Ba-
CKynuTa ¢ HedhpoTmueckon hopmon y pebeHka, aHanu3
ANArHOCTUYECKUX U NeuyebHbIX NOAXOAOB, @ TaKXKe 06-
CY)XAeHNe 0co6eHHOCTeN TeueHNn 3a60neBaHns n ero
nporHo3a.

KnuHnueckuit cnyvan. NauueHT A.A. 7 neT. Manbuuk.

Yano6bl: BbICbINAHWUA HAa HOTax, OTEK B 061aCTy rone-
HOCTOMHOrO CYCTaBa U MOACHULbI, CHUXEHNE anneTuTa,
CNaboCTb, HE3HAUUTENbHAA 6ONb B XUBOTE.

Anamnesis morbi: Mo cnosam maTtepu, 60ne3Hb Ha-
yanacb 12.01.2024 r. O6HapyKeHbl OTEK 1 60/1b B NPABOM
KONneHe, 3aTemM NOSBMAUCH BbICbINAHWA. epBOHaYanb-
HO 06paLLannch B NOMNKAUHWUKY NO MECTY XUTENbCTBA,
roe npoBoAunoch ambynatopHoe neuenue. 15.01.2024 r.
nauueHT 6bin HanpasneH B HUW rematonorum, nocne
0CMOTpa remaronora c fjuardo3om «lfemopparumuecknii
BACKyNNT» nepeBefiéH B MHOTOMPOGUbHYK KNUHUKY
TawkeHcTkom TTA KTK BMI.

Anamnesis vitae: MepBblil pe6EHOK OT nepBon bepe-
MEHHOCTU. Pa3BMBancs HopmMasnbHoO 0 1rofa, CBOeBpe-
MEHHO Nosyyasn npUBUBKM.

MepeHecEHHble 3ab6oneBaHus: OPBU, XpoHWuYecKui
TOH3UNMUT.

Status praesens objectivus. CocTosiHMe nauueHTa
Ha MOMEHT 0CMOTpa — YMepeHHO Taxenoe. Temnepa-
Typa Tena 37,8°C, cnabocTb, CHmkeHue annetuta. Ou-
3Myeckoe passBuTUe — COOTBeTCTBYeT Bo3pacTy. Co-
3HaHWe — acHoe. KoXHble MOKPOBbl — BbICbINAHNA HA
HOrax, B 061acTM MOLIOHKM W CUMMETPUUYHBIX 30HaX,
He BO3BbILIAIOTCA HAaf MOBEPXHOCTbID KOXMW, HE 3yasT,
npu HagaBNUBAHUW LBET HE WU3MEHAETCA, He YBAX-
HATCA. Hauancs npouecc no6nefHeHUs BblCbiNaHUNA.
Cnusunctble 060104YKN — po3oBble. Jlumdoy3nbl — He
yBenuyeHbl. MUHAANUHbI — HE3HAYMTENbHO YBENUUEHDI.
MblLWEYHbIN TOHYC — COXPaHEH. KOCTHO-MblleYHas Cu-
CTeMa — OTEK U 60Nb B 060UX Nyue3anacTHbIX CycTaBax.
CepoeuHo-cocyauctas cucrema: Mynbc: 100 ygapos B
MUHYTY. Afl: 80/50 MM. pT. cT. [paHuupl cepaua: Cnpa-
Ba — Ha 1 cm npasee rpyanHol. Cneea — no meauano-
HO-KNMIOUMUYHON NKHWUKM +1,0 CM. BepxHAA rpaHuua — Ha
YypPOBHe 2-r0 Mmexpebepbs. ToHbl cepaua — pUTMUYHbIE.
[lbixaTenbHas cuctema: [ibixaHue yepes HOC CBOGOJHOE.
AyckynbTaumua — Be3uKynspHoe abixaHue. Mepkyccna —
ACHbIW NEroyHbln 3BYK. MoueBblaenutenbHas cucTe-
Ma: BblpaKeHHble OTEKW NULA, HUKHUX KOHEUHOCTeWw,
MAaCcTO3HOCTb BeK, CHMXeHMe guypesa. Cumntom MNactep-
HALKOr0: NMONOXMTENbHbIN C 06enx CTOPOH. MuweBapu-
TeNnbHas cucTema: A3blK BAAXHbIA, YNCTbIA. MUHAANMUHDI
He3HaunTenbHO yBenuueHbl. XXMBOT MArKniA, 6e3bones-
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HEHHbIN B 3aNuUracTpanbHou obnactu. CTyn perynsipHbin.
fenatobunnapHas CMCTeMa: NeyeHb — He yBeNUYeHa,
ceneséHka — He yBenmyeHa.

MpeaBapuTenbHbIN AMarHo3: femopparnueckuii Ba-
CKynuUT (KOXHas, CycTaBHas, abAoMUHanbHasa opmbi),
TeueHue CpeaiHeil TAXeCTH.

MnaH o6cnefoBaHWA: 06WMA aHANNW3 KPoOBM, 6GUO-
XUMUYECKUA aHanu3 kposu (06uinit 6enok, 6enkosbie
dpakuumn, Koarynorpamma, kpeatuHuH, AT, ACT, C-pe-
aKTUBHbI 6eMOK, peBMaTOMAHbIA (haKTop), 061WMi aHa-
nn3 moun, IKI, PeHTreH, 0cMOTp 0(pTanbmosnora, 0CMOTp
NOP-Bpaua, HBsAg, Y31 nouek

PekomeHgaumu: CTporun NocCTenbHbIN pexum. fena-
puH 5000 E[ 0,2 MmN NOAKOXHO 4 pasa B feHb, «KypaH-
TUA» 25 Mr no 1 1abnetke 3 pa3a B JeHb, AeKCaMeTa30H
0,5 mr BHyTpumbiweyHo, N°3, «Peonakt» 200 mn BHy-
TPUBEHHO KanenbHo, N°5, ackopbuHoBas kKucnota 5% —
4 mn + 0,9% NaCl 100 mn BHYTpMBEHHO KanenbHo, N25.
NeueHune conyTcTByOWMUX 3a60neBaHni Nog Habnoge-
HMWeM y4yacTKOBOro neguarpa.

Pe3ynbTathl NabopaTopHbiX aHanu3os: COJ: 28 Mm/u
(noBbiweHo), Meitkountos: 12,5x10°/n (ymepeHHO NoBbI-
weH), C-peakTUBHbI 6en0oK — 22 Mr/n (noBbiLeH), rema-
Typua — 10-15 3puTPOLMTOB B NoNe 3peHuns, NPpoTenHy-
pua — 0,5 r/n, hubpuHoreH — 4,2 r/n (cnerka noebileH).

WHCTpymeHTanbHble nccnenoBaHus: Y3M nouek —
npu3Hakn HedponaTuum.

OKOHYaTenbHbIA AUArHO3: remopparmyeckuin Backy-
nnT, HedypoTuyeckas gopma, CpeHeTSeN0e TeueHue.

ConyTCTBYIOWMNIA ANArHO3: AHEMUS NETKOW CTENEeHH,
XPOHNYECKMNIA TOH3UANUT.

3aknioueHne. CocTosiHMEe MaLMeHTa NoCTeneH-
HO yNydwunocb. K KOHLY BTOPON HeAenn BbiCbiNaHus
YMEHbLIWNCD, CYCTaBHble 601 0cnabnu, abaomuHanb-
Hble CUMNTOMbI KcYe3nn. MauneHT 6biN OCTABEH Noj
ANCNAHCEPHbIM HAaBMOAEHNEM Ha 3 MecAaLa.

KNWHWYECKNI CNYYAN
AHEBPU3Mbl BEHbI TAJIEHA
C MHO)XXECTBOM OC/TI0)XHEHUIA
JlomxenkoBa H.[l., Muxannosa A.U.
HayuHbiii pykoeodumenb: K.M.H., doyeHm JlapuHa /1.E.

®rA0Y BO PHUMY um. H.W. Mnuporosa
Mun3apasa Poccum (MMpOroBCKui Yuusepcuter)

BBeneHue. AHeBpu3ma BeHbl [aneHa — peakoe 3a-
6onesaHne, xapakTepusylolieecs yBenmyeHnem BeH03-
HOr0 MPOCTPAHCTBA B LEHTPANbHOW BEHE TONOBHOIO
M03ra. 370 3aboneBaHNe CB3aHO C BbICOKOW CMepT-
HOCTbIO (50-70%), HECMOTPA HAa MPOrpecc COCYANCTON
HenpoxXnpyprun. PacnpocTpaHeHHOCTb 3TOWM NATONOrMK
cocTaBnifaeT npumepHo 1-2 cnyyasa Ha 100 000 HoBopo-
XIEHHbIX.

KnuHuueckuin cnyyan. fleeouka C., 16.12.2024 r., oT
matepu 32 net, 11-1i 6epeMeHHOCTU NYTEM KecapeBa ce-
ueHMsa Ha 39-1 Hefene recTaLmm c Maccon Tena — 3670,
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ANMHON Tena — 54 cMm, oueHKon no wkane APGAR 8/8
6annos. Mpu poxaeHU oTMeYanacb HeBponoruyeckas
CUMNTOMATUKA B BUAE YIHETeHUs CO3HaHus, anddys-
Has MblWEYHAs TFUNOTOHUSA, BbISIBNEHbI BPOXAEHHbIE
nopokn passutusa (BMP) LIHC, pe6eHoK nepeBefeH B
nanaty uHTeHcusHon Tepanuu (MUT) leTckon Kpaesoi
KNNHUYECKOU 60NbHNLbI KpacHO[apCKoro Kpas.

Pe6eHOK Ha 6-e CYTKU XU3HWU NOCTYNWUN B OTAENEHne
peaHMMaLM M MHTEHCUBHOW Tepanuiu HOBOPOXJEH-
HbiX (OPUTH) Mopo30BCKOW 6OMbHULLbI B TXENOM CO-
CTOAAHUU, 0BYCNOBNEHHOM HANMYUEM aHEBPU3Mbl BEHDI
faneHa (ABI) M HapacTatouleil neperpyskoil npasbix
oTaenos cepfua. MocTynuna Ha CamoCTOATENbHOM [Jbl-
XaHun ¢ poTtauuen kucnopoaa. KT-npusHaku aptepuo-
BEHO3HOW Manbdopmauum BeHbl faneHa. flabopaTopHo:
runepbunupybnHemmus. BocnanutenbHble Mapkepbl OT-
puuaTenbHble.

Ha 7-e CYTKM XMU3HW COCTOSHWE C OTpULATENbHOM
AVHAMMKOW 3a CYeT HapacTaHUsa CepAeUYHO-COCYANCTON
(CH), mbixaTenbHon HegocTaTtouHocT (AH). Pe6eHoK ne-
peBefeH Ha MBJ. Hauata anypetuyeckas Tepanus gy-
POCEMUAOM.

Ha 10-e CyTKM X13HN COCTOAHNE pebeHKa KpalHe-Ts-
Xenoe, HaxoAMNCs Ha NHeBMOMNEPKYCCUOHHON WBJ1. Bbl-
fIBNEeHa 3xorpauueckn gunatauus 60KOBbIX Xenynouy-
KOB W TPETbero Xenyaouka, NoBblleHNe 3XOreHHOCTH
nepuMBeHTPUKYNSAPHBIX 06nacTen.

Ha 12-e CYyTKM XMW3HU NPOBEAEHO 3KCTPEHHOe one-
paTMBHOE BMeLlaTeNbCTBO — YCTAaHOBKA BEHTPUKYNAp-
HOro ApeHaxa. Cknepo3npoBaHue aHeBPU3Mbl BeHbl
faneHa M3-3a TAXECTU COCTOHWE pebeHKa MpOoBeCcTy
He yAanocb. B KMMHMYECKOM aHann3e NMKBOPA HEUTPO-
(hMNBHBIN LMTO3, 3PUTPOLMUTLI; NOBbIWEHBI GENOK, Mto-
K03a; CKOpPpPeKTMPOBaHa aHTWBaKTepManbHas Tepanus.
MoBblweHa Ao3a meTtonponona, B Tepanuio fobasneH
Kantonpwu.

Ha 15-e CyTKM XU3HW COCTOAHUE KPUTUYECKOEe: Ha-
pactatoT CH n 1H. Ha 3XO-KTI: BbipaxeHHas runosone-
mus. NMpoBeaeHa Koppekuusa 3NeKTPONNTHOro obmeHa,
yCUNeHa KapanmoTponHas Nnoafaepxka, nposefeHa Tepa-
nua anbbymuHom. 3XO-KI: cynpacncTemHas neroyHas
rMnepTeH3ns, AeKOMNEeHCWPOBAHHbIA NaKTaT-auMaos.
MpoBoannacb TpaHCy3NOHHASA Tepanus: CBEXe3aMo-
POXEHHAA Nna3ma, KpUonpeLunuTaT, 3pUTpoLnTapHas
B3BecCh.

Ha 16-e CYTKWM XWU3HKU NpOrpeccupoBaHue nakTaT
aumposa, AH, CH. CoctosHue yxyawunocb nporpec-
CMBHO 3a CYeT [eKOMMEeHCaLUNUM BUTANbHbIX (DYHKLUR,
HeCcMoTps Ha NpoBoAuMyto Tepanuto. TpeboBanoch yBe-
NnueHne [03 BHYTPUBEHHON TEpanum, KOPPEKLNA MeTa-
60NMMUECKUX HAPYLLEHNI TUAPOKapbOHATOM HATPUS, Ha-
palBaHne napameTpoB PecnupaToOpHON MOAAEPKKMU.
NpoBogmmas B TeyeHne 30 MUHYT CepAEUHO-NIeroYHasn
peaHmmauus 6bi1a HeIh(HEKTMBHA 1 KOHCTATMPOBAHa
CMepThb.

3aknoueHue. OnepaTMBHOE BMELIATENbCTBO U Tepa-
nna He BCErda yNydllalT COCTOSHME MpPU apTepuose-
HO3HOW ManbdopMaLi BeHbl faneHa, U3-3a CNOXKHOCTY
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1 ONACHOCTM 3a60neBaHNsA. BegeHne naLnMeHToB ¢ 3TON
naTonorunen TpebyeT COBEPLIEHCTBOBAHUA [UArHOCTU-
Ki 1 NeYeHns, a TakKe KOMaHAHON paboTbl Bpauen Ans
JOOCTUKEHUS NYYlNX Pe3ynbTaTos.

KOMOPBWAHDLIE COCTOSAHNA
B NCUXUATPUN: LLTP N NUANONATUYECKASA
AMNACTUYECKAA AHEMUNA
MewepuHa M.

HayuHble pykoeodumenu:
K.M.H., accucmenm LllamoxuHa O0.B." 2,
K.M.H, 9oyeHm Jeliy P.B."3

T ®rAQY BO PHUMY um. H.W. Mnporosa
Mun3gpasa Poccun (Muporosckuin YHusepcuTer)
2 HAKWN negnaTpuu 1 OETCKOWN XMPYPrin
nMeHn akagemuka t0.E. BenbTuiiesa
3 HAU N3AM um. [E. Cyxapeson 13M

BBegeHue. MHorne cneuuanucTbl B cdhepe AeTCKOM
NCUXMATPUN HEpedKo CTaNKUBAKOTCA C NauueHTamm,
TSXKECTb COCTOSHUSA KOTOPbIX ONpeaensieTcs He TONbKo
ncuxuueckum 3abonesaHnem, Ho 1 COMaTUUYECKON NaTo-
norven. No3aTomy Bpauy NCMxXMaTpy HeoBXOAMMO 3HATb
acnekTbl coMaTMyeckux 3aboneBaHUn W nopb6upathb
npenapaTtbl U JO3MPOBKM, NCXOASA U3 3HAHNIA KaK NCUXU-
aTpuu, TaK 1 negmaTpum.

[nsoTunuueckoe pacctpoitcteo (LITP) npencras-
naeT cobol TPyAHO JuarHoctupyemoe 3abonesaHue,
OTHOCALLEeCA K PaccTpoNCTBaM WK30(PEHUYECKOro
CneKTpa. XapakTepu3yeTcs YyfaKoBaTbiM NMOBeJeHUEM,
aHOMANMUAMN MbILWEHUS W 3IMOLMKA, HANOMUHAKLWMe
Wwn30peHnto, Ho COBCTBEHHO MCUXOTUYECKKE W BbIpa-
XEHHble HeraTMBHbIe CUMNTOMbI OTCYTCTBYIOT.

Wamonatuueckas annactuyeckas aHemus (MAN) as-
NAeTCA NaTonornen remono3sa, KoTopas NPUBOANT K
FUNONAA31MM MAK aNAa3NKU KOCTHOTO MO3ra W MaHLMTO-
neHun. XapakTepusyeTca pa3BUTMEM aHeMUN, TPOM6O-
LUTOMEHNA NI NENKONEHNH.

KnuHuueckuin cnyyain. [leBouka 11 neT oT nepBoil
HOPManbHO MNpOTeKaBlen 6GepeMeHHOCTU, MepBbiX
CpPOYHbIX pofoB. Bec npu poxgeHun 3100 r, gnuHa 49 cm.
OueHka no wkane APGAR 7/8 6annos. PaHHee pa3suTue
C 3aJ1epPXKOiA. HacneACTBEHHOCTb OTATOLLEHA MO NUHUN
maTepu: y 6abylIKn — paK Xenyaka, y AeaywKn — pak
NpAMOiA KUIWLIKHK. Mcuxmueckue 3a6oneBaHms B Cembe 0T-
PULAKOT.

C paHHero Bo3pacTta AeBOuYKa runepakTUBHA, HeMo-
cnywHa. B getckom cagy agantuposanacb xopowo. C 6
neT ycunuiocb HenocnywaHne n HeraTuBM3Mm. [leBouka
Kpuuana Ha poauTenein, npossnsna uanueckyto arpec-
cuto, ybnBana XoMsKoB, urpas ¢ HUMK. B Wwkone agantu-
poBanacb NNoxo, yueba gaBanacb TpyaHo, bbina nepese-
JeHa Ha foMallHee obyyeHmne. COCTOSAHME YXYALWIANOCD,
He pa3 BOpoBana M3 mMarasuHa. B 9 net Bnepsble o6pa-
TUANCb K ncuxuaTpy. bbin noctasneH gnarHo3 LWTP, Ha-
3HaueHa ncuxotapmakotepanusa (NOT): «Pucnonent»,
«MeHauneke», «JIHkopat» 6e3 3Haummoro 3ddekTa.
JleyeHmne 6bINO N3MEHEHO Ha: pUCNepuaoH, bunepuae,

KapbamasenuH. CocTosHue ynyywunocb. Mpobnem ¢
nosefieHnem He otmeyanocb. C 10 neT NoABUANCH CNOH-
TaHHble HOCOBble KpoBOTeueHus. OTOpuUHONApuUHronor
BbISIBUN paclumpeHmne cocyos 30H Kuccenbbaxa, no pe-
3ynbraTam obuiero aHanusa kposu (OAK): naHumTomne-
HuA. bbina rocnutanu3nposaHa 8 MAIMKb ¢ gnarHosom:
WNAN. W3-3a remaTtoToKCMyHOCTM MOT 6bIN0 NPUHATO
pelleHne 06 ee NOCTENEHHOW OTMeHe. bbina Bbinuca-
Ha € 06fA3aTeNbHbIM KOHTPONEM remorpammsl. B cBasu
C YXYALeHneM NCMXUUYecKoro cocTosHuA B anpene 2024
ropa, 6bl1 HA3HAYEH apMNUNPa3on, Ha hoHe Yero pesko
YXYALWNNOCb COMAaTMYeCKoe coCcTosHue. bbina rocnuTa-
NM3nMpoBaHa B remartonoruyeckoe otgeneHne MArKB.
B aHanm3ax KpoBM OTMEUYEHO HapacTaHWue LUTOMeHun.
[leBouke 6bina Npon3BefeHa TpaHcnnaHTaLuma KOCTHO-
ro mo3ra. Boinucaxa c ynyywieHmem.

B Hos6pe 2024 roga BnepBble rocnnTanM3MpoBaHa
8 HNL, N34M um. CyxapeBon ¢ xanobamu Ha NpucTynbl
arpeccuu, ranniounHaLmmn, BbipaXeHHyl acTeHuto, 3a-
MeNEHHbI TEMN MblLUNEHNS.

Mpy1 NOCTYMMEHNN: CO3HAHME ACHOE, MOMOXeHNe nac-
cuBHoe. DuU3nueckoe pas3BUTUE BbICOKOE, [MCrapMo-
HUuHoe (pocT — 147 cm, macca —30 kr, UMT 13,8 kr/m2).
KoXHble MOKPOBbl W BUAWMbIE CAN3MUCTbIe 6refHble,
uncTble. B Nerkux [bixaHue Be3UKYNAPHOE, XPUNoB
HeT. YCC 65 ya/muH, Al 110/68 MM. pT. CT. ToHbI cepaua
ACHbIE, PUTMUYHbIE, NATONOrMYECKIUE LYMbl HE BbICNY-
WNBAIOTCA. XMBOT MATKWIA, 6e360ne3HeHHblIi. MNeyeHb
BbICTYNAET n3-noja Kpasa pebepHoil ayru Ha 2 cm. Cene-
3eHKa He manbnupyercs.

Takum 06pa3om, y aeBoukn nmeet mecto LWTP, Tpe-
oylolee AanbHeNero WCKUYEHUs AeTCKon (hopMbl
wusodperun. KA.

B pe3ynbTaTe Ha3HaueHHOW Tepanuu: apununpason
10 mr, hnyBOKCAMMH 25 Mr, bunepugeH 1 mr, LMKnocno-
puH 10000 mr, Ko-TpUmMoKcason 120 mr, N03aKkoHa3on
12600 mr, Banauuknosup 500 mr, anTpom6onar 25 mr,
a3UTPOMULUH 250 Mr, COCTOAAHME YNYYLIUIOCh, COMATH-
yeckoe 3aboneBaHune 0CTaeTCA KOMNEHCUPOBAHHbIM.

3aknioueHne. [leBoyka, n3HavanbHo umewwas LWTP,
Ha (DOHe COMyTCTBYIOLIEr0 COMATMUYECKOro 3abonesa-
HWA U oTMeHbl NOT, feKomneHCcupoBanacb No NCMxnye-
CKOMY COCTOSIHMIO. [JaHHbI KNUHUYECKWUIA CNyYal NoKa-
3bIBAET, UTO 18 YCMELWHOW Tepanum Takux nauuMeHToB
Heob6X0AMMO COTPYAHNYECTBO NCUXMATPOB, NeAMaTpoB
1 remaTosnoros.

NuuHblii BKNag. C60p aHaMHe3a Y NauneHTKun, pabo-
Ta MEANULWUHCKOW CeCTPOM B MCUXMATPUUECKOM OTAene-
HUK, KyAa 6bina rocnMTannM3npoBaHa AeBoYkKa.

19



MA3YPUHCKWE YTEHWA. XV Bcepoccuiickas HayuyHo-npakTuyeckas cTygeHyeckas koHdepeHuns. COOpHIUK Te3ncos

2025 10A

TPYAHOCTN ANATHOCTUKN
NMMMOOMbI XOKKNHA
Y NAUUNEHTA C BONE3HbIO KPOHA
LaraH-ManaxwuveBa I H.!

HayuHble pykosodumenu:
0.M.H., npocheccop NMomanoe A.C." 2, BuHokypoea A.B.2

T OrAQY BO MepBbliid MTMY umenHun .M. CeueHoBa
MuH3apaBa Poccun (CeyeHOBCKII YHUBEPCUTET)
2 OTAY «<HMUL, 300poBbs geTen» MuH3apasa Poccuu

AKTyanbHocTb. Jlumdoma XomkkuHa (N1X) — 3To
B-knetouHoe numdonponudepatmsHoe 3abonesaHue,
OCHOBHbIM MOpPONOrMyecknm cybcTpaTtom KOTOPOro
ABNATCA KneTkn Pua-LUTepHbepra n XomxkuHa. PaH-
HUM cumnTomoMm J1X sABnsAeTcA nosBneHue 6esbones-
HEHHbIX, YBENNUYEHHbIX NMM{ATNYECKNX Y3N0B B 06-
nacTu wen Ha (PoHe XOpOoLero CaMmovyyBCTBMSA, OAHAKO
TaKXXe BO3MOXHbI )Xanobbl Ha YMeHbLUEHME MACChl Tena,
CHWXeHNe anneTtuTa, NOBbILIEHME TemnepaTypbl He-
ACHOTO reHesa, OAblWKy. YcTaHoBneHue guarHosa /X
3aTPYAHAETCA 1 YaCTO ABNAETCA CNYYalHOM HAXoAKoK
MPW HANUUUK Y NALWEHTA CUCTEMHOrO 3aboneBaHus, B
UeM MOXHO y6eauTbCA Ha MPUMepPe LAHHOIO KIMHUYe-
CKOro cnyyas.

KnuHuueckun cnyvai. NMauymnenty 0., B 15 neT Bnep-
Bble YCTAHOBNEH ANarHo3 A3BeHHblid Konut (AK). bbina
Ha3HauyeHa NpoTMBOBOCNanNUTenbHas Tepanusa Meca-
NasnHoM, Ha (hoHe KOTOPOW AOCTUrHYyTa pemuccus. B
16 neT B CBA3M C XKanobamn Ha yyalleHue CTyna, npu-
MeCb KPOBMU, TEHE3Mbl, PeKarnbHbI KanbnpoTekTuH (hK)
1505 mkr/r, 1gG 20 r/n Ha3HaueH MpefHM30M0HOM U3
pacueTa 1 Mr/Kr/CyTKM C NOCNeAYIoLWMUM CHUKEHNEM, HA
(oHe KOTOpoOW nonyyeHa pemuccus. B mae 2024 r. pe-
6EeHOK roCnMMTanM3npoBaH B raCTPOIHTEPONOrMyeckoe
otaeneHne OraY «HMUL, 3pq0poBbs feTein» MuH3apasa
Poccum ¢ wano6amm Ha OTCYTCTBME ANMETUTA, CHUXe-
HMe Mmaccbl Tena, 60nb B XuUBOTE. Mpn OCMOTpe yBenu-
yeHHble, 60MIe3HEHHbIE MPU NANbNALUN MOJYENIOCTHbIE,
weliHble n/y3nbl. Mpu o6cnenosanun CPb 18 mr/n, aH-
TuTena 1gG n IgA K caxapomuueTam MONOXMUTeNbHbIe.
MpoBeaeHa KONMOHOCKONMA: KapTMHA COOTBETCTBYeT
6onesun Kpoua (BK). MposegeHa MPT OBM: kapTuHa
renatocnneHomeranuu. [uarHo3 6bin nepecmMoTpeH B
nonb3y bK, nepea Ha3HAuYeHWEM TeHHO-MHXEHEePHOW
Tepanuu nposefeHa KT OFK: eauHnuHbie menkue y3en-
KN 060UX NEerkux, efUHUUYHOEe MefIKoe 04aroBoe ynioT-
HeHune S9 NeBOro Nerkoro; BbipaXXeHHas BHyTPUrpyaHas
W akcunnspHaa numdageHonaTna cneea. YuuTbiBas
noflyyeHHble pesynbTaThl 06CnefoBaHNs, 3an0Ao03peH
numdonponudgepaTuBHbIA CMHAPOM. Mpu c6ope cemen-
HOro aHamHe3a BbIICHEHO, UTO Y AAAMU NO NUHUW OTLA
nogo3pesanu J1X. MpoBeaeHo MMMYHO(EHOTMNUPOBA-
HUe NUMGoLMTOB Nepudepnyeckon KpoBu: CHMKEHME
abCoNMTHOrO KonmyecTea T-KNeTokK, T-xennepos, LUTO-
TOKCUYeCKMX T-nuMQoLmnTOB, PerynaTopHbIX T-KNeToK 1
aKTUBMPOBAHHbIX T-XeNnepoB, CHUXEHUE OTHOCUTENb-
HOTO 1 abCONMIOTHOrO KonuuecTBa B-KneTok, nosbiwe-
HWe OTHOCUTENbHOr0 KONMMYECTBA AKTUBMPOBAHHbIX
T-numcouNTOB, NOBbIWEHNE aBCONOTHOrO KONMYeCTBa
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Th17-numcoumntoB. BoinonHeHo Y3W nepudepunuecknx
numdoy3nos: nNpu3HakM nuMdageHonaTm  Cnesa.
NpoBeaeHo MPT cpeaocTeHus: KapTuHa numdageHo-
MaTUM BHYTPUrPYAHbIX U NOAKMUYMYHBIX NUMEOY3N0B
cneBa. [Ins TOUHOU BepudMKaLMKM MarHo3a BbiNnonHe-
Ha 6uoncua MoAkuMyHOro numdoysna cresa, npu
MUKPOCKOMMYECKOM WUCCNefoBaHun: numdoysen co
CTEPTON CTPYKTYPOW TUCTONOrMYECKOro CTPOeHMUs 3a
cyeT Hebonblworo pubposa N MHPUALTPALUN KPYMHbI-
MU 3neMeHTamMn ¢ MOpdoNornen KNeTok XomKKnHa u
Pug-ltepHu6epra. Mpn MMMYHOTMCTOXMMUYECKOM WC-
CNefoBaHUM: KpPYMHble KneTkn 3kcnpeccupyoT CD30,
PAX-5, MUM1. Mopdhonoruueckas KapTrHa COOTBETCTBY-
eT Knaccuyeckon numdome XOLXKKWUHA, HOAYNSAPHOMY
CKnepo3y. B cBA3M C ycTaHOBNEHWEM ANArHo3a nposenu
4 xypca xummnoTepanum no cxeme DBVE u nyyesyio Tepa-
MU0 Ha 06/1aCTb MEPBUYHO NOPAXEHHBIX NUMGOY3/0B.
Ha doHe Tepanun no M3T/KT oTMeuaeTca ymeHblleHne
pa3mMepoB N CHUXEHME YPOBHA NATOMOMMYECKOro meTa-
60nn3ma pagnodapmaLeBTUUeCKNX MpenapaToB paHee
BbIIBMIEHHbIX TUMQ0OY3/10B N UX KOHINIOMEpaToB Bbille
YPOBHSA Anadparmbl. YuutbiBas HeIPHeKTUBHOCTb Te-
panuu, B CBA3M C YXYALWEHNEM KNMHUYECKON KapTUHbI
BK, BocnanutenbHbiMu nameHeHuamu (pK>1000 mkr/r,
CPB 56,58 mr/n), B mapTe 2025 I. HA3HaYe€Ha UMMYHO-
CynpeccuBHas Tepanusa Befonusymabom. [poseaeHa
KT OTK: KapTMHA C NONOXUTENbHOW AUHAMWUKON B BUAE
MCUe3HOBEHMA Hambonee KpynHbix oyaros C10 nesoro
nerkoro, BHyTPUrPyAHOU N aKCUNNAPHON NUMdaaeHo-
naTuu cnesa. Ha faHHbIA MOMEHT pebeHOK HaXoANTCA
noj HabnwheHnem CNeuuannucToB no MeCTy XuUTeNb-
CTBa.

3aknioyeHne. [laHHbIA KAUHUYECKUA Npumep Ae-
MOHCTPUPYET BAXHOCTb OHKOMOFNYECKOW HACTOPO-
XEHHOCTW B OTHOLIEHWM NALMEHTOB C XPOHUUECKNMM
3a6oneBaHuUAMN, K KOTOPbIM NPUCOeANHSAETCS HoBas
HeTUMUYHAA CUMMNTOMATUKA.

NnuHbIN BKNAA. ABTOPLI MPOBOANNMA COOP U aHann3
[aHHbIX, MOArOTOBKY W HanuWcaHue BCex pa3fenos Te-
3uca.

CNHAPOM KA3ABAXA-MEPPUTTA
Y HOBOPOXXAAEHHOIO PEBEHKA

Matpoc E.C., Tuxonosa A.C., l'ycesa E.B.,
l'yces [1.B.

HayuHblii pykosodumenb: K.m.H., doyeHm JlapuHa J1.E.

®OrAQY BO PHUMY um. H.U. Muporosa
Mun3apasa Poccuu (MMpOroBCKU YHUBEPCUTET)

BeegeHune. Cunapom Kasabaxa-Mepputta (CKM) —
PeAKUA KNU3HEYTPOXAlWMA CMMNTOMOKOMNNEKC, Xa-
PAKTEPU3YIOWNIACA Hanuunem COCYAUCTON OMyXonn B
COUYeTaHWUM ¢ TpoMbOLMTONEHMe!, KoarynonaTuen no-
TpebneHms n MUKPOAHrMONaTMUYECKON FreMONMTUUYECKON
aHemuen. Hanbonee uacto CKM pasBuBaetca y aeTeid
NepBOro rofa Xu3Hu, Np1 3TOM NeTanbHOCTb COCTaBNA-
eT [0 37%. Onyxonb yalle BCEro ABNAeTca kanowugop-
MHOW reMaHr1o3HA0TENNOMON UMM KNYUKOBOWY» aHINO-
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MO C MHBA3MBHbIM POCTOM, MPOMEXYTOUHON CTEMNEHbIO
3/10KQUeCTBEHHOCTM M OTCYTCTBUEM Perpeccui ¢ Bo3-
pacToM B OTNNYME OT MHAAHTUNbHBIX FEMAHTOM.

KnuHnueckuit cnyyai. HOBOPOXAEHHbI Manbumk /1.,
oT maTepu 32 net, 1-oit 6epemeHHOCTU (aHemMus BO 2 1 3
TPUMECTPAX, KONbMMUT) U 1-X CAMONPOU3BOMbHbIX POAOB
Ha 38 Hegene. Macca npu poxgeHnun — 3580 r, AnuHa —
52 cM, oLieHKa no APGAR — 7/8 6annos. CocToaHue npu
POXAEHUN TSHXXENOoe, 06YCNOBNEHO AbIXaTeNbHOWN HeAO0-
CTaTOUYHOCTbIO, PUCKOM BHYTPUYTPOBHON MHMEKLUN 1
Ha/IMYMemM MNOTHOTO CMHIOWHO-6arpoBoro 0bpasoBa-
HUS,, KBOPOTHUKOM» OMOSACHIBAIOLLErO LWEK cnepean ot
MpaBoro yxa [0 3aTbiNKa C (UONETOBbIMU BKpanieHu-
amu. O6bpa3oBaHue ged)opMMpoBano yxo, NULO UMeNo
nyHOO6pa3Hyto opmy.

PebeHOK C poXAeHUs reMoguHaMUYecKkn cTabunex,
nofyyan KNCnopogoTepanuio B TeueHue nepsbix 8 va-
COB XXM3HU U aHTNOAKTEpPMANbHYIO TEPANUID C NOMOXU-
TENbHbIM KIMHNYECKUM 3PdeKToM.

Na6opaTopHo: TpOM6OLUTONEHUSA 21 TbIC/MKA, TUNO-
thmbpuHoreHemus 1,1 r/n. Ha KOMNblOTEPHON TOMOrpa-
thuu: o6beMHOe 06pa30BaHME MATKUX TKAHEN HUKHEN
TPeTW nuua, LWeun, JHA NONOCTM PTa, 3aTbIIOYHOM 06-
NacTh 3@ CYET MHOXECTBEHHbIX FMNePTPOPUPOBAHHbIX
COCY0B Pa3HOro kanubpa.

B cBSI3M C HANMUMEM COCYAUCTON ONMYXOMNK Ha 4 CYTKN
XXWU3HW 6bINa MHULMUPOBAHA Tepanusi NPONpPaHoNoNom B
HauyanbHom fo3e 0,5 Mr/Kr/cyTKM C AanbHeRWnm yBenm-
ueHuem no 3 mr/kr/cyTku. MporpeccupoBana runodu-
6puHOreHemus (0,58 r/n) n TPOMBOLUTONEHMS (14 Toic/
MK1), TPaHC(Y31UKU TPOMBOKOHLEHTPATa U Kpruonpewu-
nuTaTta 6e3 3Haunmoro apdekTa. B cBA3M C pa3BuTuem
aHeMUn NPOBOAMAUCL TPaHCQY3UU 3pUTPOLUTAPHON
Maccbl. XapakTep HOBOOOpPa30BaHMA OCTABaNCs Hey-
TOYHEHHbIM (NUMdaHTMoMa/remaHrnoma/KaBepHo3Has
cocyaucTas manbopmaius).

Ha 17 CyTKM XM3HM C yY4eTOM pacnpoCcTpaHeHus 06-
Pa30BaHMSA HA BEPXHIOK YaCTb rOM0OBbI B TEPANUIO 6bIN
no6aBneH cuponumyc 1,6 mr/mM2/cyT ¢ fanbHenwWum Tu-
TPOBaHWEM A03bl, AOCTUTHYT MOMNOXMTENbHbIA KNUHU-
veckuit 3pdekT (yMeHblueHMe pa3MepoB 1 yMepeHHoe
npoceeTneHne 06pa3oBaHmMs). KoxHO-remopparuue-
CKOr0 CMHAPOMA M NPU3HAKOB KPOBOTEYEHUS He OT-
Meuanoch. /labopaTopHO: HOpMANN3aLMA NoKa3aTeneil
KOarynorpammol, yBennyeHne KonmMyecTsa Tpoméoum-
TOB [10 72 TbIC/MKN.

YuutbiBas nokanusaumuo n 6onbline pasmepsl obpa-
30BaHUA B Kpyr AnddepeHLnanbHON LUarHOCTUKM Bbin
BK/oueH PHACE-cuuapom (Mopokn pasBuTMs 3aaHen
uepenHom MKW, aHOMaNUNU apTepuin, NOPOKU CepaLa,
aHOManuu pa3BuUTMA ras, AedeKTbl FPYANHbI), KOTOPbIN
nocne o6cnefoBaHmsa 6bi1 NCKAKOUEH. TakK KaK MMen me-
CTO CMHAPOM MOTpebneHns B BuAe TPOMOOLUTONEHNN
1 runonbPMHOreHEMMUI, MOXHO FTOBOPUTD O PA3BUTUM
CKM. PebeHOK 6bin BbIMUCAH HA 45 CYTKU C PEKOMEH-
AAUMAMN ANNTENBHOTO NpuUema cuponumyca (nog KoH-
Tpo/nem ero KOHLEHTpaLnn B KPOBM) U NponpaHonona ¢
AanbHenLen KOppekLnen ao3bl.

BbiBoabl. [MauneHTam ¢ obpa3oBaHuem B 061acTy
NLA 1 Wwen Heo6xoaMMOo NPOBOAUTb KOMMIEKCHOE 06-
cneposaHme ¢ uenbto ucknovenna PHACE-cnHgpoma, a
Mpu NOKANM3aLmMm B HWKHEN YacTu Tena — CUHAPOMA
LUMBAR. Mpn pa3sBnTum TpOMOGOLMTOMNEHWM W KOaAry-
nonaTum B AMArHOCTUYECKUA MOUCK CTOWT BKIOUMUTD
CKM, paxe npu oTCYyTCTBUU BUAUMON NaTONOrnn BBUAY
BO3MOXHOW BHYTPUIPYAHOW, MHTPAafOOMUHANBHOW 1
3a6PIOWNHHON NOKaNU3aLMnm cocyaucTon manbhopma-
unun. B cBsA3m € GbICTPLIM POCTOM 06pa30BaHnsA, OTCYT-
CTBMEM eANHbIX NPOTOKONMOB N0 BEAEHUIO NALMEHTOB C
CKM 1 MHOXeCTBOM CXeM fieueHnst HeobXoAUM NHANBU-
AyanbHblil NOA6OP Tepanun, MOHUTOPUHT ee 3Dt eKTUB-
HOCTU W KOpPpPeKuus Mpu OTCYTCTBUM MONOXUTENbHOW
AMHaMUKKW. TpaHcdy3un TpombOLUTApPHOW MacChbl Npu
CKM moryT He umeTb 3pekTa n NpuBeCTN K pocTy 06-
pa3oBaHusa. Tepanus NPOMPaHONONOM 1 CUPONMMYCOM
B NPUBELEHHOM KMWHUYECKOM Npumepe nomorna fo-
CTWYb NONOXNUTENbHOTO Pe3yNbTaTa U N36exaTb KU3He-
YrPOXaIoLWMX OCTIOXKHEHW.

NnuHbIA BKNAg. AHanu3 uctopuu 60ne3Hu, oTeue-
CTBEHHOWN 1 3apyBeXxHON NUTepaTypbl.

NONOXXUTENbHbIN 3IODEKT
FEHETUYECKOW TEPANNN CMNHANBHOW
MbILUEYHON ATPODUN 2 TUNA
raébyesa A.M., Epumosa H.B., Xyaaposa K.M.
HayuHbili pykoeodumenb: K.M.H., doyeHm JlapuHa J1.E.

OrAQY BO PHUMY nm. H.A. Muporosa
Mun3gpasa Poccun (Muporosckuin YHuBepcuTer)

BeegeHue. CrnuHanbHble  MbllWeYHble  aTpodun
(CMA) — 370 reHeTueckne 3a60neBaHNUA, NPOABNSAIOLLM-
€Cs MbllleYyHON aTpoduen n 06yCNoBNEHHbIE iereHepa-
TUBHbIMU U3MEHEHMSAMU CMIUHANBHBIX MOTOHENPOHOB U
MOTOPHbIX fiep CTBOMA FONOBHOMO Mo3ra. BcTpeuatoTcs
c yactoToi 1:6000-10000 HoBOpOXAEHHbIX. OKONo 25%
MaLMeHTOB WMEKT TAXENyl MaafjeHueckylo qopmy
(CMA tun 1), 50% — NO3AHIOI0 MNaJEHUYECKYI0 N Mea-
neHHee nporpeccupytouyo dopmy (CMA Tun 2), n 25%
UMEIKT XPOHUYECKYIO toHoLeckyo dopmy (CMA Tun 3).
CumnToMbI 2 TMNa 06bIYHO NPOSBNAIOTCA B BO3pacTe OT
3 0o 15 mecaueB 1 BKNKOYAKT B Cebs BAMble napanuuu,
thacumkynaumm, HecnocobHOCTb AeTell Mon3atb U Xo-
AUTb. BONbLWMHCTBO AeTel K 2-3 roflam OKa3blBAKTCA
NPUKOBAHHbIMW K MHBANMWAHON KONscke. 3aboneBaHue
4acTo NPMBOANT K CMEPTU B paHHEM BO3pacTe OT JblXa-
TeNbHbIX OCMIOXHEHWIA.

KnuHnueckmit cnyyain. [leBouka 9 neT noctynuna
B MAMKB 03.06.2024 r. ons KOHTPONA 3a COCTOSIHUEM B
CBA3M C paHee YCTaHOBMEHHbIM AWArHO30M CRWUHAMb-
HOW MblleyHon atpocmei, Tun 2. B Bo3pacTe 1 ropa,
Korga mama obpartuna BHMMAHWE HA HECMOCOBHOCTb
pebeHKa CaMoCTOsTeNbHO BCTaBaTb, reHeTukom MAMKB
6bina 3anogo3peHa CMA. Ha snekTpomuoHenporpadgmn:
AuddysHas nepegHeporoBas akTUBHOCTb; (DYHKLMO-
HanbHbIe U3MEHeHUs Nepudepuyecknx HePBOB HIMKHUX
KOHEUYHOCTElW B BUAE CHUXEHUS BO36YAMMOCTM W Npo-
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BogmMmocTu. 19.01.2016 r. 6bina nposeaeHa [AHK-gmarHo-
cTuka B @rBHY MIHL, ¢ peructpauuen aeneunmn sK3oHa
7 reHa SMN1 B romo3urotHom coctosiHuu. 11.02.2016 1. B
HWKW neguatpum HeBponornyecknis 0CMOTP Mokasan,
MOTOPHOE pa3BuTe He COOTBETCTBYET BO3PACTY: MOXET
XOAUTb TOMbKO BLOMb ONOPbI, HE MOXET 6eratb, NpbiraTb,
npucegaTb, NOAHUMATLCA NO NIECTHULIE; CYXOXUNbHbIE
pedneKcbl OTCYTCTBYIOT, MblleUYHAA CUNA CHWXEHA A0
3 6annos.. 20.12.2020 r. npoBeAEHO NOBTOPHOE MONEKY-
NAPHO-TEHeTMYECKOEe MCCIeA0BaHMe, KOTOpoe 06Hapy-
XXWMO rOMO3MTOTHYIO feneumio 3k3oHa 7 redHa SMN 1, re-
TEePO3UTOTHYIO Aeneunto 3k30Ha 8 reHa SMN 11 3 konuu
3K30HOB 7-8 reHa SMN 2. 19.08.2021 . peLueHune Bpayeb-
HOM Komuccuen MATKB 6bin Ha3HaueH npenapat pUCAm-
nnam B J03npoBke 5 Mr 1 pa3 B cyTkn. Ha dhoHe Tepanun
Mama OTMeTWNa MOMOXMUTENbHYI0 AUHAMUKY: CMOA Ha
KONfICKe [eBOYKA MOXET HAarHyTbCA U CaMOCTOATENbHO
pa3orHyTbcA, NOAHMMAET roMoBY Nexa Ha xusore. Pe-
6EeHOK MOXET yunTbCs B 0611e06pa30BaTeNIbHON LIKONE.
B nioHe 2023 rofa OLIEHKa MbILIEYHOW (hYHKLMK NOKa3a-
na cneqyollee: no wkane XammepcMuT — 22/66, oLieHKa
MOTOPHOW (hYHKLNN BEepXHeN KOHeUHoCT RULM — 18/37,
wkana bpyk cTeneHb COXPaHHOCTU MbILLEYHON (YHKLMN
pYK — 3 6anna, WwKana BUrHoc cteneHb COXPAHHOCTM Mbl-
WeyHon dhyHKUMM Hor — 9 6annos. B 2024 roay aeBouka
6bina rocnutanusuposaHa B MANKb ana KomnnekcHoro
obcnefoBaHua Ha (hoHe Tepanuu npuema npenapa-
Ta Pucaunnam. OueHKa MbllWeYHON (YHKLMUM NO LKa-
ne XammepcMuT — 22/66, oLeHKa MOTOPHOW (BYHKLMK
BEPXHUX KOoHeuHocTelh RULM — 21/37. MpuHATO pelieHune
MPOLOMKMTL Tepanuto. Mpu peHTreHorpauueckom uc-
CnefoBaHUN rPyAHOro OTAena No3BOHOYHMKA BbisiBNe-
Hbl MPABOCTOPOHHUI CKONMO3 FPYAHOIO U NOSICHUYHOTO
oTaena no3soHouHuka IV cT. (OTKNnoHeHue ocu no3so-
HOUYHWKA BMPABO C YINOM OTKIOHeHus 70 rpagycos),
runepnoppo3 B MOACHUYHOM OTAefie M03BOHOYHMKKA,
Spina Bifida S1. NMpu peHTreHorpadum Ta3o06efpeHHbIX
CYCTaBOB 0BHAPYXEHO: FONOBKM 6eipeHHbIX KOCTEN fae-
LLleHTPMPOBAHbI 1 CMeLLeHbl KPaHWANbHO, BEPTYXHble
BNaJuWHbl YNNOLLEeHbI, CYCTaBHble LeNn HepaBHOMEpHbIe,
AvHuKM LLeHTOHA HapyweHbl — NOABbIBUX Ta306eApeH-
HOro CyCTaBa, coxa valga c 06enx CTOpoH.

3akntoueHune. Takum 06pa3om, HeCMOTPS Ha npume-
HEHWe reHeTUYeCKOW Tepanum NpenapaTom pUcamniam,
BBMAY NO3/AHEro Hauyana Tepanuu y nauneHTKu Habnwo-
[AeTCA Pa3BUTE TAKUX OCOXHEHUA KaK: CKONMMO3
TPYAHOTO U MOACHWYHOIO OTAENOB NO3BOHOYHIKA, COXA
valga c 06eux CTOpPOH, CHUXEHME MblLIEUHON (YHKLMN.
MoaBons UTOTW, AAHHBIN KAWHWUECKWNIA CNyYall [EeMOH-
CTPUPYET BAXHOCTb PaHHEN ANATHOCTUKN CMUHANbHOK
MbILWEYHON aTpodni, CAOXHOCTb Tepanuu AaHHOTO
peakoro 3aboneBaHMst U BAXXHOCTb PaHHEro Hauana
neueHus. Xotb 1 CMA 2 Tuna ABNSE€TCA CaMOW YacToW
NaToNOrnen U3 CambiX PeiKMX, Ha aHHbIA MOMEHT HeT
UeTKNX CTAHAAPTOB NeyeHus, KoTopblie 6bl 06ecneunnu
MOMHbIA KOHTPONb Haj 3a6oneBaHuUeM.

NnuHbIi BKNaR. N3yuyeHne nctopum 601e3Hu, aHanns
KNUHUYECKMX pPeKOMeHAALMA, COBPEMEHHbIX CTaTeN o
3a60M1eBaHNK, HANUCcaHWe Te3nca.
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bONE3Hb BUNTIEBPAHA:
OT AHAMHE3A K ANATHO3Y
AkceHoB A.O.
HayuHbiii pykoeodumenb: K.M.H., doyeHm JlapuHa J1.E.

®OrAOY BO PHUMY um. H.U. Muporosa
Mun3gpasa Poccun (Muporosckuin YHusepcuter)

Beepeuune. bonesHb Bunne6bpanpa (BB) — oaHo u3
CaMblX PacnpoCTPAHEHHbIX 3a60NeBaHNN C HAPYLIEHU-
eM remocTtasa, 06ycnoBneHHOe CHUXEeHNEM KOMuecTBa
Unu HapylweHuem dyHKUuM akTopa BunnebpaHaa
(bB) n Hacnemyemoe yalle nNo ayToCOMHO-A0MUHAHTHO-
my Tuny. CylecTByeT HECKONbKO TUMOB C XapaKTePHbIMK
ocobeHHOCTAMU. Tun 2B xapakTepn3yeTcs N36bITOYHbIM
cBsi3blBaHMeM (B ¢ TpOMBOLMTAMM 1 CONPOBOXAAETCA
TpombouuToneHuelr. B 6onblmMHCTBE CnyyaeB BB aun-
arHoctmpyetca nocsie 1 roga, HO B NMPeLCTaB/IEHHOM
CNyyae ANArHo3 ObiN YCTAHOBIEH YXKe B HEOHATANbHOM
nepuoge.

KnuHnueckwii cnyyain. Pe6eHok b. oT Il 6epeMeHHOCTH
(I — Hepa3BuBalOWAACA, BaKyyM-acnupauus), npoTexa-
folleit Ha hOHEe peTpoXopuanbHON remaToMbl C Yrpo3on
npepbiBaHUA Ha 8 Heflene U recTaLUOHHOrO CaxapHoro
Amabeta, | CpouHbIX PoAoB Ha 41 Hepene, 11.10.2024 T.
nocTynun B HeoHatonoruyeckoe otaeneHne MAMKG Ha
5 CYTKU XW3HU B CBA3M C BbISIBNEHHOW TpomboLmMTONe-
HUen [0 40 Tbic/MKA (N0 MOHNO) M OTATOLEHHbIM aHAM-
HE30M Mo IMHUK OTLA ANA AaNbHenwwero 06cNeAoBaHNs.
Mpu poxaeHun oueHka no wkane APGAR 10/10 6annos,
macca Tena — 3620 r, gnvHa — 52 cm. Co 2-X CyTOK Haxo-
AMNCA B OTAENEeHUN NaTONOrUK HOBOPOXAEHHbIX M3-3a
NMEIOLWUXCA NeTexmin N rematom, 6e3 HapacTaHus. U3
aHaMHe3a U3BECTHO, UTO Y OTL,A OTMeUaeTCs TpoMboLM-
ToneHus 1o 120x10°/n (gnarHos He YCTaHOBNEH, Npeano-
naranacb TpoméounToneHnyeckas nypnypa u Tpomoéa-
cTeHus [NaHuMaHa), y pOAHON cecTpbl oTUA —bB 2 Tuna ¢
TpomboumToneHueir Ao 20x10°/n, y AeAyWKN — YPOBEHD
Tpom6ouMToB 65x10°/N, HEOAHOKPATHO NPUMEHANNCH
rMIOKOKOPTUKOMAbI, CNieH3KToMUA B 1973 rofy, y npa-
Jeaywkn — TpoméounToneHns 6e3 sepudukaunm gu-
arHosa. B pogaome nposegeHa npodunakTuka remop-
parnueckoi 60ne3H HOBOPOXAEHHbIX, N0 pe3ynbTaTam
HempocoHorpaduu v Y31 opraHoB 6pIOLIHON NONOCTY —
6e3 natonoruun. Mpu ocmoTpe B OTAENEHUN HEOHATO-
noruy remopparuyeckmx 3/MeMeHToB He BbiiBNEHO. Mo
pe3ynbTaTam 1abopaTopHbIX MCCIeA0BAHMI OTMEYAeTCA
TPOMBOLMTONEHUA 67 ThIC/MKM C MAaKPOAHM30LMTO30M,
YacTb TPOMOOLUTOB NIEXUT B CKOMNEHUSAX, aKTUBHOCTb
(haktopa VIII 57%, aHTureH aktopa Bunnebpanga —
99,8%, PUCTOLETUH KOGhAKTOPHAs akTUBHOCTb (hakTopa
BunnebpaHaa 10,8%, TECT HA arperaLuio NPOBECTU He
yaanoco (TpombouuToneHuns). Pe6eHoK KOHCYNbTUPOBAH
remaTtonorom, 6binyu AaHbl peKoMeHAauuu No OXpaHu-
TeNbHOMY pexumy, npeanonoxeHa bB tun 2, nokasaHo
[006CNeaoBaHNe C BbIIBNEHWEM aHTUTEN K TIMKONPO-
TenHam TPOMBOLMTOB, NOBTOPHbLIN TECT HA arperauuio
npy HOpPManu3auuyu ypoBHS TPOMOOLMTOB M KOHTPONb
Koarynorpammbl B guHamuke. 18.10.2024 r. BbinnucaH nopj
HabNAEHME N0 MEeCTY XUTeNbCTBA.
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0711.2024 r. nocTynun B rematonoruyeckoe orge-
nedne MATKB c xano6amm Ha NosBieHNEe remaTombl B
06nacTy neBoro NOKTeBoro cruba. Mpu obcnegoBaHum
aKkTnBHOCTb hakTopa VI — 47%, B — 9.8%, aHTureH
B — 113%. Bbbina nposefeHa GusnoTepanus MarHuT-
HbiMK nonsamu, BBeaeH akTop VIIl+ dB. Mo pesynbTatam
Y3 markux TkaHem ot 11.11.2024 . — npu3HaKu apTepu-
OBEHO3HOM (ucTynbl (onpeaenseTcs OTrpaHUYEHHOe
XUAKOCTHOE 00pa3oBaHNe HEOAHOPOAHOWN CTPYKTYPbI
3@ CYeT rMNO3X0reHHON B3Becu, 06beMoM OKONO 6 Mf).
Mo gaHHbIM KT-aHrnorpaduu apTepuin BepXHUX KOHeu-
HOCTeW C KOHTpPAcTUPOBaHUeM OT 13.11.2024 I. — KapTu-
Ha apTepUOBEHO3HOW (DUCTYNbI HA YPOBHE NOKTEBOrO
cruba cneea C popMUpPOBAHMEM BAPMKO3HOMO pacluu-
peHus. Pe6eHoK 6bin BbinucaH 15.11.2024 r., peKOMeHA0-
BaHa KOHCYNbTaLKA COCYAMCTOrO XUpypra B YyCNOBMAX
ArKB um H.®. ®unaToBa, rae o6pasoBaHue 6bino pacue-
HEHO KaK /10)XHas aHeBpnU3Ma N PeKOMeHA0BaHO onepa-
TUBHOE NeveHue.

C 04.12.2024 1. no 05.12.2024 r. Haxoawuncs B oTaene-
HUW remaTonorum B pamkax npefonepaumoHHON Noaro-
TOBKW. BbINo npoBefeHo 06CnefoBaHmne, pEKOMEH0BA-
Hbl 103bl FEMOCTATUYECKOWN TEpPANUN.

3aknoueHne. Takum 06pa3oMm, MpPeACTABNEHHbIN
KNNHUYECKNIA CNYYan AEeMOHCTPUPYET OYeHb PaHHIOW
NOCTaHOBKY fAuarHo3a bB, uto no3sonuno nposectu
npogunakTMueckne MeponpuaTA nepes onepaTuBHbLIM
BMeLaTenbCTBOM, AaTb POAUTENAM pPeKOMeHAaLuu,
6narofaps KOTOPbIM NPOABNEHUS NOXKHOW aHEBPU3MbI B
BUAE reMaToMbl 3aCTaBUAN UX 06paTUTLCA K Bpauy. Kpo-
Me TOro, yCTaHOBNeHne Anardosa bB nmomorno naeHTu-
thuumposatb 3ab0neBaHne U y pOACTBEHHMKOB.

NnuHbii BKNag. Pa6oTa c uctopuein 6onesHu, aHanus
aKTyanbHbIX My6AMKALNIA MO ONUCAHHOMY COCTOSIHUIO.

ANATHOCTUKA HACNIEACTBEHHOIO
COEPOLVNTO3A Y HOBOPOXXAEHHOIO
Hepo6exkuHa B.C.

HayuyHbili pykosodumenb: K.M.H., doyeHm JlapuHa J1.E.

®OrA0Y BO PHUMY um. H.W. Mnuporosa
Mun3gpasa Poccun (Muporosckuin YHusepcuTer)

BeeaeHue. HacnencteeHHbli chepouutos (6onesHb
MunkoBckoro-Lloddapa) — oaHo U3 Haubonee pacnpo-
CTPaHEHHbIX BPOXAEHHbIX 3a601eBaHMi, Bbi3blBaOLLNX
remonus. limeeT ayTOCOMHO-AOMUHAHTHbIA TUN Hacne-
JoBaHuA. YacToTa BCTpevaemocTun coctasnset 1:2000-
1:5000. MaToreHes cBA3aH CO CHWXeHUem cofiepxaHus
CNEeKTPUHA B MeMOGpaHax 3pUTPOLUTOB, HapyLeHnem
CBA3bIBAHWA €ro ¢ apyrumu 6enkamm membpaH. 3abone-
BaHNWe MOXET NPOABAATLCA PA3NNYHBIMU CUMNTOMAMY,
BK/IKOUAA AHEMMIO, XENTYXY, YBEIMUEHHYIO CeNe3eHKy
1 MOBbILEHHYIO NPeSPACNONOXEHHOCTb K MHGEKLMAM.
PaHHee BbifiBNeHMe M NPaBUIbHOE yNpaBaeHne CoCTo-
SHNEM UMEIOT KPUTUYECKOe 3HAUeHNe AN ynyJlleHus
KaueCTBa XM3HW NALMEHTOB.

KnuHnueckun cnyyvaid. MauyueHT W., 1 mecsu, 10CTaB-
neH BCMN B npuemHoe otaeneHue Mopo30BCKON aeT-

CKOW ropoAiCKOW KNWHUYECKON 6ONbHMLIbI B COCTOSHUN
remMonnTUYECKOro Kpu3a.

N3 aHamHe3a XW3HU: pebeHOK OT maTepu 36 feT,
1-n 6epemeHHOCTK, 2-1 nonbiTku IKO. Poabl 1-e, cBOe-
BPEMEHHble, CAMOMNPOMN3BOMbHbIE HA Cpoke 40 3/7 He-
penb. Macca npu poxgeHun — 3910 r, gnnHa — 49 cm.
9/10 6annos no wkane APGAR. B CBA3M C NOBbILWEHHbIM
NynoBWHHbIM GunMpybuHom 6bina Hauata doToTepa-
nus, KOTopas NPOBOAMNACH B TEUEHUNE 7 CYTOK XU3HN.

Y maTepu HacneacTBeHHas cdepoumTapHas remo-
nuTMYeckas aHemus, B 1998 rogy 6bina npoBefeHa
CNNeH3KToMUA. TaKXe AaHHAs aHeMMs ecTb y 6abyLIKK
U TETU pebeHKa, YTo NOATBEPXKAAET ayTOCOMHO-A0MU-
HAHTHbIN TUM HACNEA0BAHNS.

Mpn NoCcTyNNeHun cocTosHne pebeHkKa cpeaHen cTe-
neHn TsecTn. KoxHble NOKpoBbl 6/1e4HO-PO30BbIE,
ynuctble. CUMNTOM «bnegHoro nATHa» — 2 cek. OTekoB
HeT. [ToAKOXHO-XNPOBas KneTyaTka pa3smTa 4ocTaTou-
HO, paBHOMEpHO. bonbuion poaHuuok 1,0x1,0 cm, 3yTo-
HUUeH. PacxoxaeHne KocTel uepena HeT. PebeHOK Ha
CaMOCTOATENbHOM AblXaHMW. [lbIXaHue yepe3 HOC ya0B-
NeTBOPUTENbHOE, ayCKYNbTATUBHO fblXaHWe 0Cnabnex-
HOe Be3UKyNspHoe, MPOBOAUTCA MO BCEM fEroYHbIM
nonsim ¢ 06enx CTOpPOH, XpunoB HeT. O6nacTb cepaua
BW3YanbHO He U3MeHeHa. TOHbI cepaLa fICHble, PUTMUY-
Hble. [eMoAMHAMKUKa cTabunbHasA. XXWBOT MArKUMW, [O-
CTyMeH nanbnauun BO BCeX OTAeNax, ayCKynbTaTUBHO
nepucTansTUKa YAOBNETBOPUTENbHASA. MeueHb +2-3 cM
13-noa Kpas pebepHoil Ayru, KOHCMCTEHUNS OBbluHas.
Cene3éxka He nanbnupyetcs. Mo gaHHbIM Y3U opraHoB
OPIOWHON NONOCTU YBENMUYEHME NUHENHbIX pa3MepoB
MeYeHu N CeneseHkKu.

NabopaTopHo [0 remoTpaHcdy3mu: femornobuH —
76 r/n; apuTpoumntbl 2,43x10™2/n; rematokput — 21,4%.
MMnepbunupybuHemns CMeLIaHHOrO xapakTepa C yBe-
nnyeHnem obuiero bunupybmHa B 5,5 pas.

B 3KCTpeHHOM nopsagke BbINOMHEHA reMoTpaHcdy3us
no MHAWBMAYANbHOMY Noa6opy, KpU3 6bin KYNMPOBaH.
YunTbiBas CEMeNHbIi aHAMHE3 W CHIXEHUE 0CMOTHUYE-
CKOM Pe3UCTEHTHOCTW 3PUTPOLMTOB, ObIN ANATHOCTU-
POBaH «HACNeACTBEHHbIN CcdepounTos». 27.02.2025T.
pebeHOoK 6bin BbINUCAH B YAOBNETBOPUTENIbHOM COCTO-
SHUM Noj HabnoaeHne negnaTpa u rematonora. Peko-
MeHJ0BaHbl: KOHTPO/b reMorpammbl C onpefeneHuem
KONNuecTBa peTukynouuTos 1 pa3 B 7-10 gHew; npu
CHUXeHuM He meHee 80 r/n M/unn HapacTaHWK XenTyLW-
HOCTK, 6N1E€AHOCTK, BANOCTN — 3KCTPEHHAA rocnuTanu-
3auusa B rematonorumuyeckoe otenenme MArKB; donue-
Ban KucnoTa 1 Mrx2 pasa B CYTKWU ANUTENbHO; BUTAMUH
11000 ME 1 pa3 B AeHb per 0S ANUTENbHO HENPEPbIBHO.

3aknoueHue. Takum 06pa3oMm, HacnenCTBEHHbIN
chepouunto3 TpebyeT BHMMATENbHOrO HabnAeHNA W
VHAOMBUAYANbHOrO NOAXO0AA K NEUEHNI0, UTOBbI CHU3UTD
PUCK TeMONNTUYECKUX KPU30B 1 YAyUWUTb obliee Co-
CTOsIHME 3[0pPOBbSA MALMEHTOB. [eMONNTUUECKNIA KpU3
HacneAcTBEHHOro chepoLMTo3a MOXKET 6bITb MPUHAT 33
remonnTUYecKkyto 60ne3Hb HOBOPOXAEHHbIX. Mo3ToMy
BAXXHO NPOBOAUTb AMd(EepeHLManbHy0 ANarHoCTuKy
3TUX ABYX 3a60/1eBaHNA.
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2025 10A

KIMHUYECKNI CNYYAH
FEMO/IMTUYECKON AHEMUN Y PEBEHKA
XpaHosckas H.®.", Munocepgosa A.C.

HayuHble pykosodumenu:
K.M.H., doyeHm lopdeesa 0.b." 2, lo6pomok A.B.2,
JlyouHa A.H.2

T OrAQY BO PHAMY um. H.W. Mnporosa
Mun3apasa Poccum (MMpOroBCKuiz YHusepcuter)
2 HAW negmatpum n oxpaHbl 30pP0BbA AeTEN
OIBHY «PHLX nm. akaa. b.B. MeTpoBckoro»

BeepeHune. lfemonuTuyeckne aHemuy — reteporeHHas
M0 3TUONOTNK, NATOreHE3Y, KNMHNYECKUM NMPOABNEHUAM
1 NogxoAaM K nedyeHnto rpynna 3aboneBaHuii, 06Lwnum
NMPU3HAKOM KOTOPbIX ABNAETCA YCUNEHHOE pa3pylleHune
3pUTPOLMTOB, NPUBOASALLEE K AHEMWUN U PEAKTUBHO-
MYy YCUNEHWI0 3pUTPONo33a. BbliaenaoT BpoXAeHHbIe 1
npuobpeTeHHble, UMMYHHbIE N HEUMMYHHblE JOpMbI re-
MONUTUYECKUX aHEMMIA. PAacnpoCTPaHEHHOCTb remMonu-
TUYECKUX aHeMUN Cpean aeTel B Poccum oueHMBaeTcs
B 10 cnyyaes Ha 100 TbiCAY HOBOPOXAEHHbIX.

KnuHuueckuin cnyyan. Manbuuk K., 2 net 7 mecaues
NOCTYNUA C Xano6amun (Co CNOB MaMmbl) Ha yXyALieHne
061ero camouyBCTBMA, 6NEAHOCTb KOXHbIX MOKPOBOB
C XeNnToBaTbiM OTTEHKOM, U3MeHeHue LBeTa moun (no-
TeMHEHWe), COKPaLeHNe KONMYECTBa MOUYENCNYCKaHWIA,
a TaKXe U3MeHeHMs B NabopaToOPHbIX NOKa3aTeNnsax Kpo-
BU — CHWXKEHME YPOBHSA remornobuHa, 3puMTpoLMUTOB,
remaToKpuTa, Hanuume NOMKUMOLMTO3a, aHN30LMTO3A.
Mpwn 3TOM CO CTOPOHbI FPAHYNOLUTAPHOrO 1 TPOMBOLIN-
TApHOr0 POCTKOB M3MEHEHUN He BbiSBNEHO.

Anamnesis morbi: pe6eHoK 0KONo HeAenn Hasag Ha-
XOAMNCA B CTaLMOHape € ANarHo3om «OCTpbiv ABYCTO-
POHHUI CPefiHMIA KaTapanbHbld OTUT. MacTOUANT?».

Monyyan aHTU6aAKTEpPUANbHYIO TEpanui — BHYTpU-
BEHHO LedanocnopuHbl Il NOKONMEHMS U CUMATOMA-
Tuueckylo Tepanuto (HMBC). BbinucaH Ha 6-e CyTKM C
yNnyylleHnem obLLero COCTOAHNSA, B aHann3ax Kposu 6e3
naTosnoruu.

Co CNOB MaMbl, Ha BTOPbIE CYTKM NOCAE BbIMUCKY U3
CTauMoHapa y pe6eHka nosBuUnacb 6neHOCTb KOXN C
ENTOBATbIM OTTEHKOM.

Anamnesis vitae: pe6éHOK 0T 1-l 6epeMeHHOCTH,
npoTekaslein HA hOHe aHeMMn MaTepu Bo |l TpumecTpe,
poaunca Ha 39 Hepene ectecTBeHHbIM nytem. Macca
npu poxaeHun coctasuna 2700 r, pocT — 47 cm. OueHka
no wkane APGAR 8/9 6annos, rpynna kposu 0(1) Rh+. Co
CNTOB MaMbl, y pebeHKa Obina HeOHaTanbHaA XenTyxa,
KOTOpas COXpaHANacb B TeueHMe NepBbiX TPEX Hefenb
XM3HU. POC M pa3BMBaNca Ha NepBoM rogy B COOTBET-
CTBMM C BO3PACTOM. BaKuMHMPOBAH COrNacHO Haumo-
HanbHOMY KaneHAap NpoduaKTUYeCcKnx NPMBUBOK.

O6Lee COCTOSIHME HA MOMEHT OCMOTpPA CpeaHel Ts-
ECTN, KOXHble MOKPOBbl 6MefHble, OTMeUaeTcs yme-
peHHas MKTEPUUHOCTb NAA0HeN, CTOM, YWHbIX PAKOBMH
U cKnep, Npu nanbnauumn nepudepuyecknx 0TEKOB HeT.
Numdatnueckue y3nbl 6e3 natonoruin. Co CTOPOHbI fbl-
XaTenbHOWN, CepfleuHo-CoCYAMCTON cucTem 6e3 naTono-
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rum. Mpu nanbnaumm neyeHb No Kpaw pebepHon ayru,
cene3eHKa He manbnupyeTcs. Mo aaHHbIM 06CnefoBa-
HMA B 06LEM aHanM3e KPoBKM — HOPMOLMTApHAsa Hop-
MOXPOMHas aHemus cpefHen ctenexn (HGB — 86 r/n
(PW 114-144), RBC — 3, 09x102/n (PW 3,4-5), remaTo-
Kput — 27,8% (PU 27,5-41), MCV — 89,9 cdn (PU 70-99),
MCH — 27,9 nr (PW 24,5-29), RDW — 20,1% (P 12,4-14,9),
petukynouutos (RET% — 438,5 (PU 36-68)), B 6uoxumum
KpOBU — runepbunupy6buHemus (6unmpybuH obumin —
32,62 mkmonb/n (PU 2,2-7,9), 3a cuet Henpamoin pakLuu
(18,4 mkmonb/n (PW 10 16,5)), nosbieHne yposHa NI —
483 Efl/n (PW 110-295), CHWXeHMe YpOBHS rantornobu-
Ha — 0,11 (P11 0,3-2 r/n)).

BbicTaBneH npeaBapuTefbHbIN AMarHo3: «lemonu-
Tuyeckas aHemusa». Mo AaHHbIM 1A6OPATOPHOro 06-
CNeAO0BaHMA BbISBNEHO CHWKEHME aKTUBHOCTU T/HOKO-
30-6-thocat-gernaporeHassl (-6-OO) — 8 MEa/10° ap.
(PN 244-299); npu anekTpodopese — NaToONOrNUECKNX
TUNOB remornobuHa He BbiABNEHO. [0 pe3ynbTaTtam
MONeKYNSAPHO-reHeTUYeCKoM ANArHoCTUKN 6bin 06Ha-
PYXEH NATOreHHbIl MUCCEHC BapMaHT ¢.563 C>T B remu-
3UrOTHOM COCTOSIHUM B 6-OM 3K30He reHa G6PD, koau-
pyrowero epmMeHT rnKo30-6-hocdaTaerngporeHasy.
PebeHOK HanpaBneH Ha KOHCYNbTALMIO K Bpayy-reHeTun-
KY 1 K Bpauy-rematonory.

3aKknwueHne. B BbILWIEN3NOKEHHOM KWHNYECKOM
Cnyyae NPUUKMHON JAHHOrO MaTOMNOrMYEecKoro CocTos-
HMA CTana reMoNUTMUYECKas aHeMus, acCoLUMMpPoBaHHan
C HeJOCTATOYHOCTbI [/HOK030-6-hocaT-gerngpore-
Ha3bl. BeposaTHo, NnpoBoanMMasn Bo Bpems rocnutanusa-
LMK aHTUbaKTepuanbHaa Tepanusa, NOCAYXua Tpurre-
POM K MHMLMALNKN pa3BuTMA 3a60neBaHus.

ANbBEO/NIAPHAA PABAOMUOCAPKOMA
NEBOW KUCTU C MHOXXECTBEHHbIM
METACTATUMECKMM NMOPAXXEHUEM
Y PEBEHKA C BPOXXAEHHbIM
NMOPOKOM CEPALA
bypeHkoBa E.E.!

HayuHbie pykoeodumenu:
K.M.H. Pabaeea /1./1.2, HalimywuHa M.A.2

T ®OrAQY BO PHUMY um. H.W. Muporoea
Mun3apasa Poccun (Muporosckuit YHusepcuTer)
2ZHMUL AFOWN num. iImntpuda Poravesa

BeepeHme. Pabgomnocapkoma — 3710KayecTBeH-
Has ONyXoNb, Pa3BMUBAKIWAACA U3 KNIETOK CKENeTHOM
MbILIEYHON TKaHW. BcTpeuatoTcs B 6onee 50% Bcex
CNyuyaeB CApKOM MSATKUX TKaHel y aetend. OauH U3
FMCTONOMMYECKUX BAPWAHTOB pPabLOMUOCAPKOMbI —
anbBeonapHaa — coctaBnfaet [0 25% cnyyaeB cpeau
BCEX MOATMNOB PabaoMMOCApKOM M BCTpeuaeTcs npe-
MMYLLECTBEHHO Y noApocTkoB. Haubonee vacto pas-
BUTME OMYXONW CBSI3aHO C 06PA30BAHMEM XMMEPHbIX
reHoB PAX3/FOXO1 n PAX7/FOXO1, kpome 3Toro, aPMC
MOXeT ABNATbCA YACTbO HACNEACTBEHHbIX CUHAPOMOB,
Takux Kak Nu-@paymenu, Koctenno, HyHaH, Heitpodn-
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6pomaTto3 1 Tuna. ITOT NoATUN PabAOMMOCAPKOMbI Xa-
paKTepu3yeTcs 6bICTPbIM POCTOM, PaHO MeTacTasupyet
1 ACCOLMNPOBAH C XYALINM MPOrHO30M.

KnuHnueckuin cnyuyain. Manbuuk, 15 net. C 6 net Ha-
6niofancs y cneuuanncta c AMarHo3om «BpoxaeHHbIN
nopok cepaua, 6MKycnuaanbHbIid KnanaH aopTbl, Heflo-
CTAaTOYHOCTb KnanaHa aopTbi». B mae 2024 rofga 6bino
BbINOJIHEHO NPOTE3MPOBAHKE A0PTANbHOMO KfanaHa ¢
nocneaywowmnm pasBUTMEM MNOCTKAPAUOTOMHOIO CUH-
Apoma, No nNoBofdy Yero NPOBOAUNIOCL APEHMPOBAHME
nonocTu nepnkapga. BoinucaH B ya0BNeTBOPUTENBHOM
COCTOSIHUN.

MosBneHne HOBOOO6GPA30BaHMA B 06/1aCTU TeHapa
neBoW KUCTW BnepBble 3ameTun B despane 2024 ropa,
B Aa/IbHellleM yBennunBawlleecs B pasmepax. Mo pe-
3ynbratam MPT-uccnepnoBaHnsa NO MeCTY XUTeNbCTBA
HOBOOOPA30BaHMe ObiNa ONPeAeNieHo Kak rmrpoma.

B aBrycrte 2024 roga 6bi1 rocnMTanM3npoBaH B Kap-
AMONOTNYECKNIA CTALMOHAP NO MECTY XUTENbCTBA C Xa-
nobamu Ha hebpunbHYO NUXOPAAKY U 60Nb B MOSICHULE.
Mo pe3ynbTatam 06CNeAOBaAHMA AMATHOCTMPOBAH WH-
(heKLMOHHbIN 3HAOKAPAMUT. B ceHTABpe 6biN0 nposeae-
HO penpoTe3upoBaHue Knanaxa. Yepes e Hefenu no-
C/le ONepaTMBHOIO BMeLWaTebCTBa NOABUANCDH XKanoobbl
Ha HOCOBble KPOBOTeYeHUs. B obwem aHanmse KpoBu
BbIIBMIEHO CHWXKEHME YPOBHA (DOPMEHHbIX INEMEHTOB.
MpoBoamMnacb aHTMbaKTEpPUANbHAs Tepanus ¢ He3HaUm-
TenbHbIM 3DheKTOM. B 3TO e Bpems 6biin BbISIBMEHDI
HebonblWwMe MATKOTKAHHble MOLKOXHble 06pa30BaHMA
B 06MacTv NeBoro nneva BAOMb COCYAUCTO-HEPBHOMO
nyuka. BoimnonHeHa 6uoncms HOBOO6pPa30BaHMUsA B 06na-
CTW neBoro TeHapa. Mo pesynbratam BepndnLNPOBaH
AMArHo3 pabgomMmocapKombl.

B okTa6bpe 6bin rocnmMTann3mpoBaH B hefepanbHbIi
LEHTP AETCKOW remMaTonorum n OHKOMOrUU B TSXENOM
COCTOSIHAM BBUAY reMopparmyeckoro CMHAPOMa, pucka
pa3BUTMA TaMnoHaAbl CepALa, AblXaTeNbHOW HeaoCTa-
TOUHOCTW 1 cTeneHu, 6eNKOBO-3HEPreTUUECKON Hepo-
CTATOYHOCTU, NHTOKCUKALMOHHOIO N abAOMUHANBHOIO
60NneBOro CMHAPOMA B LeNAX JO06CNeA0BaHNSA 1 Onpe-
AeneHus TaKTUKN nedeHus. [lanbHenwwas [AMarHoCTUKa
BkMtouana B ce6e MCKT BepxHEN KOHEUHOCTM, OPraHoB
TPYAHON 1 GPIOWHON NONOCTU, MANOrO Ta3a, FoN0BbI U
Lien, aHanM3 MNenorpammbl.

BbiNo BbIABNEHO TOTANbHOE 3aMELLLEHNE OMYXONeBbl-
MW KMeTKaMi KOCTHOrO Mo3ra, Metacrtatuyeckoe ro-
PAXXEHWEe C BOBMEUEHUEM PErvoHaPHbIX NUMAQOY3noB,
nuMdoy3noB CpefocTeHNs, BOPOT NeUeHn; Me3eHTepu-
anbHbIX, NOAB3/OLLHbIX U MAXOBbIX; NOAKOXHO-XUPOBOK
KNeTyaTKu NeBoro nneya u npeanneubs; Nerkux, nnes-
pbl, Nepukapaa, MUoKapaa, neuyeHu, NomKenynouHon
Xenesbl, enyaka, Kocten; 60MblINX AroANUYHBIX MbILLIL,
MbILLLL 6eaep, MbILILL NTPABON rONeHMU.

Mo pe3synbratam rucronoruyeckoro n UrX- nccnego-
BaHMA — KAPTMHA aNbBEOMSAPHON PabLOMUOCAPKOMDI,
npu uMTOreHeTMueckom uccnegoBanmi KM: nepectpon-
Ka reHa FOXO1. MapannenbHo ¢ UarHOCTUYECKUMN Me-
ponpuATMAMM pebeHOK Mofyyan NoANXMMUOTEepanuto
Mo NPOTOKONY NEYeHUs CAapKOM MAFKUX TKaHen y aeTei.

B HacTosLee Bpemst pebGeHOK NPOAOMKAET NOMyyaTh
NPOTOKOMbHYIO Tepanuto.

3aknioueHue. JlokanusoBaHHas c¢opma pabgomu-
0CapKombl umeeT 6onee 6naronpuUATHLIA MPOrHO3 No
CPaBHEHMIO C MeTacTaTUyeckon. M3-3a HeCBOEBpEMEH-
HOW [AMArHOCTUKKM NOKanu3oBaHHas dopma aPMC vy
AaHHOTO NauMeHTa nepewwna B MeTacTaTnueckyto dop-
my. OTCYTCTBNE OHKOHACTOPOXEHHOCTM Y Bpadyen BCex
CneunanbHoCTel MOXET NPUBECTU K NO3[Hel AMarHo-
CTMKe OMyXoNneBOro npouecca W Kak CneacTeue pas-
BUTUIO TAXKENbIX OCMOXHEHWIA Y NauMeHTa U No3aHemy
Hauany afieKkBaTHOW Tepanuu.

TEYEHWNE OCTPOIO NAHKPEATUTA
Y PEBEHKA C OCTPbIM
NINM®OB/TACTHBIM JIEWKO30M
Kocmauesa E.A., Llakeposa P.P.
HayuHbiii pykogodumenb: K.M.H., doyeHm JlapuHa /1.E.

@OrAQY BO PHUMY um. H.A. Tinporosa
Mun3apasa Poccum (MUpOroBCKuiz Yuusepcuter)

BeeaeHue. OcTpbiii naHkpeatut (OM) — Taxenoe
COCTOfIHME, XapaKTepu3ylolleeca MOpPaXKeHWeM TKaHU
nomkenyaouHon xenesbl (MK), pa3sutnem eé oteka
Unu Hekpo3sa. 3aboneBaemocTb y Aeten 3,6-13,2 cnyyas
Ha 100000. @akTopbl, NposouupylWwMe passutue Ofl,
MONMITUONOMUYHDI, OAWNH U3 HUX — TOKCMYECKoe Aen-
CTBMWE NIeKAPCTBEHHbIX NpenapaTos. Teuenune Ol yacTto
BbI3bIBAET rPO3Hble OC/IOXHEHUA, B YACTHOCTK CO CTO-
POHbI fibIXaTeMbHOM CUCTEMbBI U FeMOCTa3a.

KnuHnueckuin cnyyail. [leBouka 4,5 neT, B aHamHe3se
C HOsA6psa 2024 rofa oCTpblA NUMABOBNACTHBIN NENKO3.
MpoBogunacb MHAYKLUOHHAA Tepanus NO CTaHAApPTam
AN TepaneBTUUYECKOW rpynmnbl «A», K KOTOPON OTHECEH
pebeHoK. K 36 AHI0 AOCTUTHYTA NOMHAA KAMHUKO-Tema-
TONOrUYECKas U MONEKYNsipHas pemuccus. Hauata KoH-
conuaauma 1, cocToawas m3 6-Tu HefenbHON Tepanuu
6-MepKanTonypuHOM, METOTPEKCaToM u L-acnaparuHa-
301 1 NocneaytolLen 2-X HeflenbHON penHaykuuei (te-
panusa BUHKPUCTUHOM W JeKCaMeTa3oHOoM). 11.02.2025 T.
Ha (hoHe penHayKuum (6-oi geHb npuéma fekcameTa-
30Ha) NOABUMNCH Xanobbl Ha PBOTY, 6O/Nb B KUBOTE, He
KYMUPYIOLWYIOCA APOTaBEPUHOM U CNaboCTb, C Yem bbina
rocnuTanu3upoBaHa B OTAeNIeHWe OHKOMOrum n rema-
Tonorun B MAIKB. B otaeneHuu npogomkunachb pBoTa
(mBaxabl B TeueHue 4 4aco.). [labopaTopHo — NoBbllLe-
HUe amnnasbl 4o 721EA/N, COXPAHANCA IMETUUYECKNIA CUH-
APOM 1 607b B XKBOTE. [pU 0CMOTpE XUBOT YBENNYEH
B 06beme, Npu nanbnayum oTMeyanacb 601e3HEHHOCTb
B anuractpanbHon o6nactu. Mo Y3U opraHos 6pHOWHON
nonocty (OBIM): NPU3HAKN YBENUUYEHNA U BbIPAXKEHHbIX
Anddy3HbIX n3meHeHnn MK, He60ONbIIOro KONMYecTea
CBO6GOAHOW XUAKOCTW B 6PIOWHON NonocTu. Moka3aHo
npoBefieHne KomnbloTepHoit Tomorpadum (KT) OBN ¢
BHYTPUBEHHbIM KOHTPACTHbIM ycuneHnnem. Mo faHHbIM
KT: npusHaku pectpykuuu 50-60% napeHxumbl DK,
CKONNeHune XuakocTn B hacunu fepota, hnoTupyioLnia
TPOM6 B MAHKPEATWYECKOW YacTu BOPOTHOW BEHbI, ac-
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uuT. N3-3a BbIABNEHHOrO TPOMB03a Ha3HAYEH renapuH
HaTpna 20 E/Kr/u BHYTpMBEHHO. OHOBPEMEHHO BbIAB-
NEHO CHWXEHME aKTMBHOCTM aHTMTpom6uHa Il u npo-
TeuHa S (BO3MOXHO, KaK pe3ynbTaT npumeHeHus L-ac-
naparuHasbl). Take y pe6eHka Hauannucb HapyuleHus
(OYHKLUMN BHELWHEro [AblXaHWUs, AMArHOCTUPOBAHA Abl-
XaTesnbHas HefoCTaTOYHOCTD Il cTeneHwn (yacToTa Abixa-
HUA — 46 B MUHYTY, CyXie CBUCTALLME XPUTbI). YUUTbIBAA
TAXKECTb COCTOAHUA, pebeHOK nepesBefieH B OTAeNeHne
peaHMMauun W WHTEHCMBHOW Tepanuu. 12.02.2025 T.
NPOBEAEHO peHTreHonorunyeckoe wuccnegosanue (PU)
OPraHoB rpyHOI KNeTK1, HA KOTOPOM OTMEYANNCh NPU-
3HaKM Manoro NeBoCTOPOHHEro rmgpoTopakca, Hepas-
HOMEPHOE CHWXEHWEe NMPO3PAYHOCTM NEFOUHbIX NONeEN.
[lnarHocTnpoBaHa WHTEpPCTULUMANbHAA HefoCcTaTou-
HOCTb, Ha3HAUeHO NojAepXuBatoLLee fieyeHne B Buae
Ha3a/IbHOM OKCUIeHaLUM C BbICOKON CKOPOCTbIO NOTOKa.
Ha MOMEHT KOHTpONnbHOro P — ymeHblueHne obbema
XUAKOCTYN B NIEBPANbHON NONOCTH, MOBbILEHNE MHEB-
MATK3aLLNK NEeroYHbIX MONen, KyNnMpoBaHa AbixaTeNbHas
HeJOoCTaTOUHOCTb. Ha (hoHe Tepanum TeyeHme oCTporo
NaHKpeaTuTa ¢ NOMOXNUTENbHON JUHAMUKON (CHUKEeHNe
amunasbl 10 31,6 EA/n, ymeHblieHne cBOBOAHOIO BbINo-
Ta B 6PIOLLIHON NONOCTY 1 ManoM Tasy). AHTUKOAryNAHT-
Has Tepanus NpuUBena K yMeHbLUEHWIO pa3mepa Tpomoba,
HO aKTWBHOCTb aHTUTPOM6UHA IIl coxpaHsnacb HU3KOM.
PebeHOK nepeBefieH B OTAENEHWNE OHKONOMUW U FremMaTo-
norun Ana NpPoAoMKeHU HauaToro fnevyeHns 0CHOBHOMO
3a60n1eBaHNS 1 KOPPEKLMUM HAPYLWIEHNI reMOCTa3a.

3akntoueHue. MauneHTbl, Noyyaowmne NPpoTMBOONY-
XONEeBYI0 Tepanuto, HaxoaaTCs B rpynne pucka no pas-
BUTMIO OCTPbIX HAPYLIEHMA Pa3NINUHbIX CCTEM OPraHoB.
NeTu 6onee uyBCTBUTE/bHBI K XMMUONpenapaTam, y Hiux
yale HabnoaaloTca ocnoXxHeHns B Buge OM. Y gaHHo-
ro naumeHTa TeueHue O NoBRekno 3a co60oii pa3BuTHe
AblXaTe/NbHbIX PACCTPONCTB U TPOMBOTUUECKUX OCNOXK-
HEHUM, UTO YXYAWMUIO COCTOSHNE U OTCPOYMIO NpUeMm
Tepanuu No 0CHOBHOMY 3a60n1eBaHuio. [laHHbI NpumMep
UNNIOCTPUPYET HEOBXOAUMOCTb 60M1ee BHUMATENIbHOTO
HabnofeHNs 33 MaLMeHTaMi, MoyJYaloLWUMu XuMnoTe-
panuo.

NnuHbIv BKNAg. ABTOpamn cobpaH aHamHe3 3abone-
BaHMs, NPOAHANN3NPOBAHO TeUEHMe 3a601eBaHNS, Bbl-
aBeHbl (hakTopbl pucka (npuem NpoTUBOOMYXONEBOM
Tepanuu), CNpoBOLMPOBABIIME OMMCAHHbIE OCIOXHe-
HUA. MI3yyeHa nuTepaTtypa no NpuBefeHHbIM NATONOIU-
am. CoCTaBNeHO 3aK/yUeHne 0 BaXHOCTW 6onee npu-
CTaNbHOrO HABMIOAEHNA 33 NALUEHTAMU, BXOASALLMMY B
rpynny pucka.
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bOJNIE3Hb BU/1bCOHA-KOHOBA/IOBA
(KIII/IHI/NECKOE HAB/TIOAEHUE
YV ABVX CI/IBI'II/IHFOB)
Nnbswenko E.H.

HayuHbili pykoeodumens:
0.M.H., npocheccop Cypkoe A.H." 2

T OTAQY BO PHUMY um. H.1. Muporosa MnH3apasa
Poccun (MporoBcknin YHBEpCUTET)
2 HAW neguatpum 1 oxpaHbl 300p0Bbs aeTenn HKL NO2
®IbHY «PHUX vm. akaa. b.B. MeTposckoro»

Bone3Hb BunbcoHa-KoHosanosa (BBK) — peakoe
HacnefCTBEHHOE AyTOCOMHO-peLeccMBHoe 3aboneBa-
HMe, 06YCNOBMEHHOE MATONOrNYeCKMMU BapuaHTamu
reHa ATP7B, npuBoAsilee K HapyweHuto obmeHa megu
1 U36bITOYHOMY ee HaKkoMeHmio B nevenu, LLHC, opraHe
3peHus u ap. bBBK moxeT AnuTenbHo npoTekaTb 6eccum-
MTOMHO W NPOABAATLCA KNIMHUYECKN TOSIbKO HA CTaguu
LMppO3a NeyeHu, Koraa Tepanus Mano3deKkTBHA, UTo
OMKTYeT HeobX04MMOCTb MOBbLIWEHNS OCBEJOMIEHHO-
CTW MEMULIMHCKOro coobLLecTBa 0 JaHHON NATONOrUN.

KnuHnueckuin cnyyaid. NMauueHt M., 17 net. B Bo3pac-
Te 7 neT nepej NNaHoBbIM ONepaTMBHbIM BMeLLATeNb-
CTBOM (rpbhkeceuyeHne) coaH BGUOXMMUYECKWUIA aHanu3
KPOBM: BNepBble BbiSBMIEHO MOBbIWEHNE KOHLEHTpaLun
ANT — 114 ME/n (Hopma <29) n ACT — 98 ME/n (Hopma <36).
B pe3ynbTate KOMNIeKCHOro 06cneaoBaHns 06Hapyxe-
HO CHWXEHWe YPOBHS LepynonnasMmMHa B CbIBOPOTKE
Kpoeu fo 0,11 r/n (Hopma >0,2), noBblleHne 6a3anbHom
CYTOUHOW 3IKCKPeLun Meau ¢ Mouoil 4o 71,4 mkr/n (Hop-
Ma <50), B npo6e ¢ A-nennuunnamusom (A-NA) — no
2325 mKr/cyT (Hopma >1600). Mo AaHHbIM Y3W, ymepeHHas
renaTomMeranus ¢ npusHakamm auddysHoOro napeHxu-
MaTO3HOro npouecca nNo Tuny cTearto3a. Inactorpadus
neuenn — ctaaua F2 (ymepeHHbin hubpos). Odranbmo-
CKOMWA Ha LLeNeBO Namne: JaHHbIX 3@ Hanuune Konel,
Kansepa-®nenwepa He nonyyeHo. MPT ronoBHOro mos-
ra: U3MeHeHuil He obHapyxeHo. MeToAOM NpPSMOro aB-
TOMATUYECKOr0 CEeKBEHMPOBaHUsA No C3Hrepy BbiIBNEH
NaTOreHHbIN BapuaHT €.3207C>A B 3k30He 14 reHa ATP7B
B FOMO3UTOTHOM COCTOSHMM, UTO noaTeepauno bBK (ne-
ueHouHas opma) y pebeHka. HasHaueHa Tepanusa [1-MA,
NUPUAOKCUHOM U NpenapaTtom YpCofe30KCMXoneBow
kucnotbl (YAXK), yepes 6 mec 4OCTUTHYTA MONOXUTENb-
Has AMHAMUKA B BUAE HOPMANM3aLWKM KOHLEHTpaLMN
ANT, ACT B CbIBOPOTKE KpoBMW. KaTamHe3 naumeHta 11
neT — NpUBEPXEHHOCTb TEPANUN BbICOKAsA, anob HerT,
COCTOSIHWE CTA6UNBHOE, CUHAPOM LUTONN3a OTCYTCTBYET,
no pesynbratam Y3/ — neueHb He yBeNMYEHA, JaHHbIX 33
nporpeccuposaHne Gpubpo3a HeT.

MauunenTka M., 7 net, cectpa npegbiaywiero. C yuetom
OTAroWeHHOro aHamHesa no bBK geBouke perynsapHo
NPOBOAMUAN KOHTPONb GUOXMMUYECKUX MoKa3aTenen
Kposu. B Bo3pacte 5 neT Bnepsble BbiABAEH CUHAPOM
uutonusa: ANIT — 148 ME/n, ACT — 82 ME/n. Uepes 2 mec
KomnnekcHo obcneposaHa: ACT — 64,8 ME/n; ANT —
73,3 ME/n; TTT — 66,7 Ea/n (Hopma <35), Lepynonnas-
MUH — 0,25 /N, CYTOUHAA IKCKPELMA MeAn C MOYon —
28,7 MKr/n. Y3 — neueHb He yBenuueHa, CTPYKTypa
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He U3MeHeHa. INaCTOMETPUA — XEeCTKOCTb NeyeHu co-
oTBeTcTBYeT cTagun FO (HeT dubposa). Beugy Heoa-
HO3HAYHOCTW pe3ynbTaToB CAaHA KPOBb pebeHka Agns
NpoBedeHNs MOMeKYNAPHO-reHeTUYecKoro uccneno-
BaHWA, 8O NOMYyYEHUA pe3ynbTaToB KOTOPOro C renaro-
NPOTEKTOPHOM LeNblo Ha3HaueH npenapat YAXK. Mpu
KOHTPONbHOM 06CnefoBaHMu yepes 10 MeC OTMeYeHa
oTpuuatenbHas AMHamuKa B BUAE HapacTaHuA Bbipa-
XEHHOCTU CMHAPOMOB uMTONM3a M xonectasa: AT —
140 ME/n, ACT — 81,9 ME/n, ITT — 85,9 En/n, nossnexus
ymepeHHbIX AnddY3HbIX N3MEHEHUN NapeHXUMbl Nneve-
HW NO AaHHbIM Y3, NpU3HaKOB MUHMMANbHOTO hrbpo-
3a MeueHun no pesynbratam snactorpaduu (ctagua F1)
W cTeaTo3a no AaHHbiM KT (NAOTHOCTb NeYeHN CHUXeHa
[0 +40 ef. XayHCunbaa). IKCKpeums Meam ¢ MoUoii B
npo6e ¢ A-MA — 1786 mkr/cyT. MonyyeHbl pe3ynsTaThl
reHeTNYeCKOro aHanm3a: BbisIBIEH aHaNOrMUHbINA NaTo-
NOrMUYecKun BapuaHT reHa ATP7B, uTo noaTBepAUNO Te-
yeHue y pebeHka bBK. MauueHTke Ha3HauyeHa Tepanus
O-TIA, nupuaokcMHOM U renartonpoTtektopamu. Yepes
12 MecC OT Hauana feyeHus MOMNOXWUTENbHAA AWHAMU-
Ka: ANIT — 79,4 ME/n, ACT — 57,7 ME/n, ITT — 59,7 Ea/n,
Y31 — npu3HaKn He3HauUTeNbHOW renaTomeranuu, ana-
cTorpadmst — ctagus FO.

3akniouveHue. PaHHee BbisiBneHne bBBK y cubnuHros
MO3BO/MN/IO CBOEBPEMEHHO HA3HAUUTb MaToreHeTuye-
CKYI0 Tepanuio U A0CTUYb NONOXUTENbHON AUHAMUKN,
UTO NPEAOTBPATMIIO PA3BUTME TAXKENbIX OCOXHEHWIA. B
AaHHOM clyyae NporHo3 6naronpuaTHbIA. Mpu Hanuuumn
OTATOLLEHHOW HacnenCTBEHHOCTU no BBK BaxHO npo-
Be/leHNe CKPUHMHIA Ha Hanuuue AaHHOW MATONOrUM Y
POACTBEHHMKOB.

CNYYAIN AYTOUMMYHHOIO FENATUTA
B PAMKAX AYTOMUMMYHHOIO
NONUMAHAVNAPHOIO
CMHAPOMA 1 TUNA
WuwkuHa C.AY, Kpusuukas M.

HayuHbiii pykoeooumerb:
0.M.H., npogheccop Cypkog A.H.. 2

T OrAQY BO PHAMY nm. H.W. Muporosa
Mun3apasa Poccum (MUpoOroBCKii YHneepcuTer)
2 HAW neguatpum 1 oXpaHbl 3[0p0BbA AeTEN
HKL N°2 OIEHY «PHUX mum. akag. b.B. MeTposckoro»

BeepeHmne. AyTOMMMYHHbIN NOANUTNAHAYASAPHbBIN CUH-
apom 1 tuna (AMNC-1) — pefKoe ayTOCOMHO-peLeccus-
Hoe 3aboneBaHue, CBS3aHHOe C MyTauumei reHa AIRE,
JKCnpeccus KOTOPOro OTBEYaeT 3a OTpuLaTeNbHY0
CeneKkumio ayTopeakTMBHbIX T-TMMGOLMTOB B TUMYCe.
[ns ANC-1 xapakTepHa TpUaaa: ayTOMMMYHHbIA runona-
paTNPen3, XPOHUYECKNIA KAaHAUA03 KOXM U CAN3UCTbIX
060/10ueK, NepBuYHan HaANOUYEUYHUKOBAA HE[OCTaTOYU-
HOCTb, @ TaK)Xe CoYeTaHue C NopakeHWem pasnnuyHbIX
OpraHoB. AyTOUMMYHHbIN renatuT (AUT) BCTpeuaeTtca B
10-20% cnyuaes AMC-1.

KnuHunueckui cnyyai. lesouka A. B 3 roga 5 mec ro-
CNUTaNM3MpOBaHa B CTALMOHAP MO MECTY XXUTENbCTBA C

BNEPBble BO3HMKWUMMU Xanobamn Ha yBenyeHne pas-
MEpOB XMBOTA, B3[yTue, 3anN0pbl, ObICTPYO yTOMAse-
MoCTb. 1o pesynbtatam Y3 —renatomeranus, npusHaku
AUChYHKUNM BUNNAPHOTO TPAKTa; B AMHAMUKe — And-
(Dy3Hble N3MEHEHNS MAPEHXMUMbI MEYEHN, CMITIEHOMErA-
nusa. NlabopatopHo: nosbiweHne CO3 — 12 Mm/u (Hopma
<15 mm/u), ANT/ACT — 44/65 ME/n (Hopma <35/60 ME/n),
ITT — 15 Ea/n (Hopma <17 Ea/n). WcknioueHbl repne-
CBUPYCHble MHdeKumu, renatutsl B, C. Ha3HaueH Kypc
npenaparta ypcoaesokcuxoneson kucnotbl (YAXK) B
BO3pacTHOM A03upoBKe. CNycTa 2 MeC B KOHTPOMbHbIX
aHanusax kposu: ANT/ACT — 337/281 ME/n. B 3 roaa 10
mecsAueB 06cnefoBaHa B pefepanbHOM LEHTPE: NOBbI-
weHune 1gG fo 30 r/n (Hopma <17 r/n), MPXMI — nepu-
BACKyNApHbIA 16po3. BbinonHeHa 6MONCMA NeyYeHMu.
MMcTonornueckn — Kancyna nevyeHn yToslleHa 3a cuet
CKnepo3a W BOCNANUTENbHOW UHQUABTPALUN M3 NUM-
(ouuTOoB, TUCTUOLMTOB, NPMUMECb NNA3MATUYECKMX
K/ETOK, MHOXECTBEHHble Mefikne nponudepupyrowme
KEMUHble MPOTOKW C NNOXO PAa3NNUMMbiM NPOCBETOM,
MopTasbHble TPAKTbl 3HAUMTENbHO PaCLINpPEHbI, COean-
HeHbl NOPTO-NOpTaNnbHbIMK cenTamu, ubpPO3 CTEHOK
LLEHTPANbHbIX BEH, eAWHWYHble NOPTO-LEHTPAfbHblE
cenTbl. B 4 roga 3 mec nabopatopHo TuTp AHO 1:320
(3Haummblit TUTP > 1:160), CO3 — 31 Mm/y, 1gG — 32,1 r/n,
MWHUMANIbHAA AKTUMBHOCTb TPaHCaMMHA3, YCTAHOB-
NeH AMarHo3 ayToOMMMYHHOro xonaHruta. Hauat kypc
npefiHM30/M0Ha 2 Mr/Kr/cyT, NONOXUTEeNbHAA ANHAMUKA.
B 5 neT 3 mec nocne 3NnM304a CyLOPOr B KOHEYHOCTAX
06HapyXeHbl runokanbumemus, runepdocdatemms, 3H-
LAOKPUHOMNOrOM YCTAHOBNEH AMArHO3 rUnonapatmpeos.
Tepanua npenapatamu BuTamnHa D u kanbuua — 6e3
achhekTa, NPeanonoXMTeNnbHO 3a cyeT Manbabcop-
6uun. 3anogospeH AIC-1, BbiABNE€Ha TFOMO3WUTOTHas
myTauua R257X B reHe AIRE, amarHo3 noateepxieH. B
NNaHOBYI0 FOCNUTANNU3ALUI0 — MOBbIWEHNE AKTUBHO-
CTW TpaHCamMuHas B 1,5-2 pasa, rmneprammarnobynmHe-
MuA. YcTaHoBneH agnarHo3: AUT, muHumanbHasa cTeneHb
AKTUBHOCTW. HauaT NOBTOPHbINA KypC MPefHN30/10HA C
nepexooM Ha a3aTnonpuH. Mo AaHHbIM 06CNef0BaHMA
YCTAHOB/IEH KNWHWYECKMIA Anardo3s — AMNC-1: runonapa-
TUPEO3, CUHAPOM ManbabcopoLMM, XPOHUUYECKUN KOXK-
HO-CNIN3NUCTBIA KaHAMAO03, CYOKANHUYECKNIA runoTupe-
03, AUT, hnbpo3 neueHn (cTaana F2 no wkane METAVIR).
MpopomkeHa Tepanus NPejHW30/10HOM M a3aTmonpu-
HOM B NOAAEPXKMUBAIOLMX [O3UPOBKAX. B AuHamuke —
CHUXEeHUe aKTUBHOCTU rematuTa, pubpo3 neueHn F1,
3AC: np13HaKN KaHAUA03a NULLEBOA NETKON CTEMEHN.
Ha3HaueHa aHTUMMKOTMYECKAs Tepanus, Npojo/KeHa
Tepanua npefHu3onoHom 0,1 Mr/kr/cyT, a3aTMONPUHOM
50 mr/cyT, YAXK 500 mr/cyT. B mMeXrocnutanbHoMm ne-
puoje CKOppeKTMpoBaHa Tepanus runonapaTupeosa,
OTMEHEH MPeAHU30/0H. B 11 neT rocnutanusmposaHa ¢
o6ocTpeHmem AUl: HapacTaHue LMTONM3a, UMMYHOINO-
6ynnHOB, ycuneHnme gmoposa neueHn. OTMEHeH asa-
TWOMPUH, HAa3HAYeH KypC NpeaHn3onoHa 15 mricyT 14
AHel, mukoteHonaTa moetun Ao 30 mr/kr/cyT. B no-
CNEAHIO TOCMUTANM3aunI0 — ynyylleHne COCTOSHMSA,
COXpaHseTca rematomeranus, MUHUManbHbIN Gu6PoO3
MeyeHu Mo AAHHbIM UHCTPYMEHTAMbHbIX NCCEA0BAHUMN,
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HOpManu3auus nabopaTopHbIX NokasaTenei. PekomeH-
[l0BaHO HabMlofieHne B IUHAMUKE.

3aKnoueHne. KnnHUYeCKUA Cnyyvan AeMOHCTpU-
pyeT 0COBEHHOCTM Tepanuum ayTOUMMYHHOro renaTu-
Ta — nepsoro npossneHna AMNC-1. He3HOOKPWUHHble
KOMMOHEHTbl HepeAKOo HabnaalTCs B Ae6ioTe AaHHON
naTonormy u MoryT 6biTb pacLeHeHbl Kak 301MpoBaH-
Hble 3a60neBaHunsa, NOITOMY BaXHA OCBEAOMNEHHOCTb
Bpauel pasnuuHbIX cnelnanbHocTen 06 AMC-1, a Takxe
MYNbTUANCUMNANHAPHBIA NOAXOS B AUATHOCTIKE U ne-
UEHUN KOMOPOUAHOIO NaLumMeHTa.

KNUWHWYECKNIA CNYYAIA FEHETUYECKO
TPOMBODUNNN, BbI3BAHHOMN
AEONLUNTOM AHTUTPOMBWHA 111
Xynaposa K.M., Ucaesa .A., O3eposa E.C.
HayuyHblili pykogodumenb: K.M.H., douyeHm JlapuHa J1.E.

®rA0Y BO PHUMY um. H.W. Mnuporosa
Mun3apasa Poccum (MUporoBeKuii Yunsepcuter)

BBepgeHue. leHeTyeckas Tpomb6odunus, Bbi3BaHHas
aeduuMTOM aHTUTPOM6MHA lIl, npeacTaBnaeT cob6om Ha-
CNeACTBEHHOE ayTOCOMHO-JOMUHAHTHOE 3a60neBaHue,
CBAI3aHHOE C HapyWeHWeM B CMCTEME remocTasa U xa-
pakTepu3yoLLeecs NOBbILEHHbIM PUCKOM TPOMBOO6pa-
30BaHuA. AHTUTPOMOUH Il (ATII) ABNAGTCA OAHUM U3 OC-
HOBHbIX MPUPOLHbIX UHTMBUTOPOB CBEPTbIBAHNS KPOBMU,
KOTOPbI UFPaeT KMKUYEBYO POnb B perynauuu remoc-
Ta3a, HeWTpanu3ys aKkTUBHble hopmbl hepmMeHTOB cu-
CTEMbI CBEPTbIBAHMSA, TAKMX KaK TPOMOWH 1 hakTop Xa.

Jeduumnt aHTMTpOMbMHA Il MOXeT 6biTb Ha-
CneAcTBeHHbIM (reHeTuueckas Tpombodmnna) wnu
npuo6peTéHHbIM  (BCNEACTBME MEUEHOUHON  Hepo-
CTaTOUHOCTM, HE(POTMUECKOTO CMHAPOMA U Aap.). Ha-
CNeAcTBeHHas (hopma BO3HMKAET B pe3ynbrate MyTa-
umu B reHe SERPINC1, koTopbin koaupyeT ATl MyTauun
MPUBOAAT K CHIDKEHWK AKTWBHOCTU WM KONMMYECTBA
aHTMTpOMOMHA Il B KpoBM. ECn peuuausmnpyoT Tpom-
603bl NPM HOPMANbHOM YpOBHe aHTUTpombuHa lll, To
HY)XXHO AYyMaTb O ero KaueCcTBEHHOM AedeKTe, UTo onu-
CaHO B JAHHOM K/IMHWYECKOM Criyyae.

KnuHuueckuit cnyyair. Y naumeHTta K. B Bo3pacTe 4
NeT, CO CNOB MaTepy U NpeAcTaBNeHHON MeANLNHCKOW
AOKyMeHTaumu, 06.03.2024 r. Bnepsble HabMAANNCH
MPU3HaKK OCTPOr0 HapyLIeHMs MO3rOBOr0 KpoBOObpa-
weumna (OHMK): ronosHas 6onb B 0bnactu n6a, obLas
€nabocTb, 3nu3ofbl 3ammpanusa. lMoctynuna B oTge-
nexune 21.03.2024 r. No CKOPOIW MOMOLYM C AMAFHO30M
«Tpom603 NpaBoOro NonepeyHoro, CUrMoBUAHOIO, BepX-
Hero carutTanbHOr0 CUHYCOB, BHYTPEHHUX APEMHbIX
BeH. BeHO3HbIi MH(APKT B NeBoi N06HON Aone. BHy-
TpuuepenHas runepteHsund. OU otek 13H, HEOKNO3UOH-
Hblil TPOM603 MOAB3[OLWHON BeHbl cnpasa. XBH-0». Ha
KT 0T 26.03.2024 . — KapTWHa r’MNOLEHCUBHOTO yyacTKa
B NOGHOW Aone cneBa C HanWuMeM remopparuyeckux
ouvaroB, Macc-3dypekTa. OTek BELL,eCTBA FONI0BHOM0 M03-
ra. Ha MPT — MP-npusHaku 3aTpyaHeHUs BEHO3HOro
OTTOKa MPaBoro nonepeyHoro u CUrMOBUAHOIO CUHY-
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COB, @ TaK)e BEPXHEro CarmTTanbHOrO CMHyca Ha N06-
HOM ypOBHe. Pe6EHKY Ha3HaueHa renapuHoTepanus u
rocnutanusauua B Hesponoruyeckoe otgeneHne MAr-
Kb ¢ anarHosamu: «Awemnyecknin BeHO3HbI UHDAPKT
nesou nobHom ponu. OTEK ronoBHOro mo3sra. flucno-
KaLMOHHbIN cuHapom. Tpomb603 NPaBOro NOMNEpPeYHoro
CuHyca. Tpomb603 NeBON BHYTPEHHEN SIPEMHON BEHbI,
neBoW NOAKNOUYNYHON BEHbI. MpNU3HaKK Tpombo3a npa-
BOW NOJB3/0LIHON BeHbI». B nocneayiolem naumeHT K.
HeoAHOKpaTHOo noctynana 8 MAIKb no npuynHe CHMxe-
HUA NPOLEHTHOro KonuuecTsa ATII B nnasme kposu (4o
YypOBHA 37%). Mpu [ONONHUTENbHbIX 06CNeA0BAHUAX
(KoHcynbTauuu HeBponora, rematonora, Y3W 6paxuo-
LedanbHbix apTepuit, MPT rofloBHOTO MO3ra) UCTUHHAA
MPUUMHA CHUXKEHMA MNoka3aTens He 6bina BbiABEH],
Mo3TOMY 6bIN0 BbINOMHEHO NOMTHOE 3K30MHOE CEKBEHU-
poBaHue, B Xofle KOTOPOro NoATBepxaeHa Tpombodu-
nus BcneacTene aeduumuTa U KauecTBeHHoOro aedekra
aHTUTpom6uHa Ill, ot 06.08.2024 . B 3k30He 03 reHa
SEPRINC1 BbiSIBNEH HYKNEOTUAHbIN BApUAHT C.462_464
del(chr1:173911958AAAG>A; NM_000488.4; rs 786204063)
B reTepO3UroTHOM COCTOAAHUM — MATOreHHbIN BapUaHT.
YunTbiBas [laHHble aHamHe3a, NabopaToOpHON AMarHo-
CTUKU M MONEKYNAPHO-TeHEeTMUYECKOro MCCNeaoBaHus
BbICTABNEH [iMarHo3: «MpoTpomM6oreHHoe CoCTonHne —
AeuUMT N KauecTBeHHbIN fedeKT aHTUTpombuHa ix».
PebeHoK nonydyaeT Tepanuto HU3KOMONEKYNSPHbIMU Te-
napuHamu B pa3osoil fo3e 3500 EfI (220 EA/kr) 2 pasa
B CYTKM NOAKOXHO (KM3HEHHO HEOBXOAMMBIN Npenapar,
OTMEHE He MOAMEXNUT) U NPOMUNAKTUUECKYIO Tepanuio
KOHLLeHTpPATOM aHTUTpom6uHa Il 500 E[l BHYTPUBEHHO
CTPYVHO MeANEHHO 2 pa3a B HefleNlo ANNTENbHO, B Te-
yeHune 3 MecsLeB.

3aknioueHue. Takum o6pas3om, Tpombodununs, Bbi-
3BaHHan geduuutom aHTUTpom6bMHA Ill, ocTaéTca ce-
PbE3HbIM W FPO3HbIM 3a60/eBaHNeM. BaXHO MOMHUTb
0 BO3MOXHOW reHeTUYeCcKol NnpuunHe AaHHOro Heayra,
yTo6bl HE AONYCTUTb KPUTWYECKMX ANArHOCTUYECKMX
olwn6ok. N3-3a BHe3anHO BO3HWKaloLLEN, 6bICTPO NPo-
rpeccupyiollen U yrpoXatowen Xu3HU KANHUYECKON
KapTuHbl HEOOXOAMMO B paHHME CPOKK NpoBecTu And-
thepeHLManbHY0 ANArHOCTMKY U Ha3HAUNTb 3peKTHB-
HOe fleyeHmne ANs NpefoTBpPaLLEeHNs OMACHbIX TPOMBO-
IMBONUYECKUX OCNOXHEHN.

NuuHbii BKNag. NpeacTaBneHHble Te3UChl ABNAOTCA
pe3yNnbTaToM TILATENbHOrO WU3yueHus uctopuu 6ones-
HUM, OCMOTPA NaLNeHTa, CUCTEMATU3ALUN 1 KPUTUYUECKO-
ro aHanusa nuTepaTypbl.
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TEYEHUE NHTMBUTOPHON ®OPMbI
FEMOOUINN B
CaBeHKo A.A.
HayuyHbili pykosodumenb: K.M.H., doyeHm JlapuHa J1.E.

®OrAQY BO PHUMY um. H.1. Muporosa
MuH3apasa Poccuu (MUpOroBCKIU YHUBEpCUTeT)

AKTyanbHOCTb. lemounua B — HacneacTBeHHOe
X-cuenneHHoe 3aboneBaHue, BO3HUKAKOLLEe B pe3ynb-
TaTe gedmunTa UnKM OTCYTCTBUA (haKTOpa CBEPTbIBAHMA
KpoBu IX, KOTOpOe XapaKTepnu3yeTcss BO3HWKHOBEHUEM
KpOBOTOUMBOCTM. [eMOhNINA BO3HMKAET M3-3a MyTaLuu
reHa, 0TBeuarLLero 3a KoaupoBaxue daktopa IX (Xq27).

[laHHas natonorusa sBnseTcs opdaHHbIM 3aboneBa-
Huem, KoTopoe BO3HMUKaeT y 1 3 25 000-30 000 HOBO-
POXAEHHbIX MabyKOB, UTO cocTaBnaeT 15-20 cnyyaes
BCeX 60NbHbIX remodunuen. Yactota BCTpeyaeMocTy
remocunum B B 5 pas Huxe, uem remocpunum A. UHrmém-
TOpHas ¢dopma remodunum B — 3T0 peakoe 0CNOXHe-
HUe AAHHOro 3a60oneBaHusA, NpPU KOTOPOM NPOUCXOAUT
BbIPA60oTKA aHTUTEN (MHIM6UTOPOB), 6NIOKNPYIOLLNX aK-
TUBHOCTb hakTopa IX, uTo AenaeT cTaHAApPTHOe neye-
Hue bakTOpamn CBEPTbIBAHWUS MeHee 3D(EKTUBHbIM.
YacToTa BCTPEYaEeMOCTU UHTMOUTOPHON (DOPMbI remo-
tunuu B cocTaBnseT meHee yem 5% cnyuaes.

KnuHnueckun cnyuyan. NMauneHt P, 5 net. Habntoaa-
€TCs remaTosioroM Mo MecTy XWUTeNbCTBa C AUArHO30M
remounus B, MHru6uTopHasa popma (MHrM6uTop BbiAB-
neH npu obcnegosanuu B 2021 rogy B KasaHu v B ganb-
Henwem B HMULL ArON nm. Amutpus Porauésa — 84,5
BE (npu Hopme <1,0 BE). Y nauueHTa paHee oTMeyanach
aHadmnakTuueckas peakunsi Ha BBeieHMe npenapaTos
IX bakTOpa. Mocne BbIABNEHMA HANNYMA UHTMBUTOPA IX
thakTopa 6bINKM Ha3HAUYEeHbl WYHTMPYLOLWMe Npenaparbl.
Mpwn o6cnepoBanmun B 2022 1 2023 roabl B nabopaTtopum
[KB r. OauHuoBo, Mopo3oBckon ATKB MHrMbuTop He
onpeaenseTca, akTMBHOCTb dhakTopa IX 0.1% (npwm no-
CTaHOBKe AnarHo3sa remodunum B — 2%).

JlabopaTopHO Npu NOCTyNneHun nHrnoutop IX dak-
TOpa Takxe He 6bin BbisiBneH (0,00 BE). B TeueHne Ku3HU
XanyeTca Ha peuuusupylollue remapTposbl, LMarHo-
CTUPOBAHA XpOHMYecKas remoduibHas apTponatus.
[lo aBrycta 2022 roga npoBoamunach Tepanua B pexume
«no Tpe6oBaHMIO» B CBA3M C KPAHe 3aTPYAHEHHbIM Be-
HO3HbIM JOCTYMOM, @ TAKXe B CBA3M C aHadunakTnye-
CKOW peakuuen Ha BBEAEHUE HEeCKOMbKMX MpenapaToB
IX akTopa.

Ha cerogHsAWHMIA LeHb NPOAOMKAET NONMyYaTb remo-
CTaTUYeCKyo Tepanuio B BUAE KOHLEHTPATOB aKTUBM-
POBAHHOFO PEKOMBUHAHTHOIO hakTopa VIl exefHeBHO.
PaHee HeafieKBaTHbIN TepaneBTUUECKUIA PeXUM Cno-
C06CTBOBAN PA3BUTUIO XPOHWYECKON FemMO(uIbHOI
apTonaTtuu (nopaeHbl KOMEHHble, TONEHOCTOMHbIE W
NOKTEBbIE CYCTaBbl). B cTaumMoHape, Ha (oHe ajgekBaT-
HOW remocTaTUyeckoi Tepanuu, NPOBOANNOCH U3no-
TepaneBTUYECKOE fleueHue.

Ha cthoHe Tepanum fBNeHMs remapTpo3a NpaBoro
NOKTEBOrO 1 NEBOro rofeHOCTONHOr0 CYCTaBoB, C KO-

TOPbIMU NALMEHT NOCTYNUA B CTALMOHAP, 6bIAK Kynin-
pOBaHbl. BbinucaH B yAOBNEeTBOPUTENIbHOM COCTOSIHUM
JIOMOM.

3akntoueHue. Hannume MHFIM6UTOPHON HOPMbI FeMo-
dunum B 1 aHaunakTMUeCckon peakuun Ha BBefeHUe
HecKonbKux npenapatos IX dakTopa CywecTBeHHO 0C-
NOXHAET NeYeHne AaHHOro NaLneHTa. B agaHHyto rocnu-
TanM3aunu He 6bin BbiIABNEH MHITMBUTOP IX akTopa,
UTO MO3BOMUNIO PACCMOTPETb BO3MOXHOCTb NpoOBefe-
HUSL MHAYKLMW UMMYHHOW TONEPAHTHOCTW, OAHAKO Cy-
LecTBOBaNa ONaCHOCTb aHAaUNAKTUUYECKON peaKuuu,
Mo3ToMy 6bI0 NPUHATO pelleHne MPOACIKUTL Tepa-
MWI0 WYHTMPYIOLWMMKM NpenapaTamu B BUe KOHLEHTpa-
TOB aKTUBMPOBAHHOI0 PEKOMBUHAHTHOrO dhakTopa VII.

Ba)XHO CBOEBpPEeMeHHO HauaTb Tepanuto, YTo6bl CHU-
31UTb YaCTOTY W THXKECTb KPOBOTEUEHMN, OCOBEHHO B
nepuogbl MOBbIWEHHOTO PUCKA, HanpuUMep, Npu Xupyp-
TMYECKMX BMeLlaTeNbCTBaX WM TpaBMax. ITO cylie-
CTBEHHO YNyuLlaeT KaueCcTBO XU3HM NALNEHTOB.

NunuHbin BKNag. bbina noapo6HO M3yueHa uctopus
60Ne3HN MauKeHTa: JNHAMUKA 3aboneBaHuns, 0CcobeH-
HOCTU ero TeueHus, pe3ynbTaTbl 06CNe0BaHMNIA N aHa-
N3 NPOBOAMMOTO fnedyeHus. bbin nNpoBefeH aHanus
Pa3NNUHbIX NUTEPATYPHbIX AaHHbIX, MOUCK HAYUHbIX W
CTaTUCTUUYECKUX MYO6NMKALMIA, @ TaKXKe pPeKOMeHAauui
Mo BeJleHMt0 NaLMEHTOB C remodununen B.

PO/Ib MATOTEHETUYECKOI TEPANNU
B NEYEHUW OP®AHHbIX 3AB0/IEBAHMIA
AnekcaHpposa [1.M., Munacosa A.[.
HayuyHblli pykogodumernb: K.M.H., doueHm J/lapuHa J1.E.

OrAQY BO PHUMY nm. H.A. Muporosa
Mun3gpasa Poccun (Mporosckuin YHnBepcuTer)

AKTyanbHOCTb. CnuMHanbHas MbllWeyHas aTpodums
(CMA) — reneTnyeckoe 3a60neBaHue, XapakTepusyto-
Leecs Nporpeccupyowen MblleyHol cnabocTblo, BO3-
HUKalouee n3-3a mytauum reHa SMN 1. Yactorta BcTpe-
uaemocTu 3a6onesanuns 1:6-10 ThiCY HOBOPOXAEHHDIX.

KnuHnueckui cnyyai. Manbumk 2009 roga poxae-
HUSA OT 2 6epeMeHHOCTH, NPOTEKaBLUEN C Yrpo3omn npe-
pbiBaHuA B | TpUMeCTpe, OT 2 CPOUHbIX POAOB, CO Cpea-
HUMK MACCO-POCTOBbIMMW NOKa3aTeNAMM Npu POXLEHUN.
[epBble 14 mecAueB pocC U pa3suBancsa NO BO3pacTy,
fanee oTmeyanacb HapacTalowas cnabocTb B HOrax.
3anogo3peHa CMA, npoBefeHo reHeTnyeckoe TeCTUpo-
BaHuWe, N0 pe3ynbTaTaM KOTOPOro AuarHo3 noaTBepx-
JeH: aeneums B reHe SMN1 B roMO3MroTHOM COCTOAAHMMU,
3 konuwu reHos SMN2. B cBf3u c 0TCyTCTBMEM NAaTOreHe-
TUyeckon Tepanuu B Poccum ao 2019 roaa, HaumHas c
2 neT, pebeHOK perynsapHo NpoxXoann Kypcbl peabunu-
TalWM 1 HOOTPONHOW Tepanun 6e3 addekTa. C 4,5 net
MOSIBUNNCb KOHTPAKTYPbl B KOMEHHbIX CyCTaBax, ¢ 5 net
ManbUNK HOCUA MONYXKECTKNIA KOPCET, C 7 — XEeCTKUN.
C 10 neT cTpemMuTENbHOE NPOrpeccupoBaHue CKoONuo-
TUueckonm fJedopmauMn NO3BOHOYHWKA, HapacTaHue
cnabocTu, 6bicTpas noteps seca (7 kr 3a 2 mecaua). Mo
pe3ynbTaTam MHCTPYMEHTaNbHbIX MCCNEeA0BAHNIA — rpy-
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6ble HapyweHusa cTaTukn: C-06pa3Hbin CKONMMO3 rpyao-
MOSACHNYHOTO OTAENA C BbICOTON HA YPOBHe L1, nosicHny-
HbliA U TPYLHON TMNEpnopAo3, 0CTe0AUCTPOdPUUECKMX
U3MEHEHMIA B KOCTSAX.

B Hos6pe 2019 roga pewweHnem BpayebHOro KOHCK-
NIMYMA MO XM3HEHHbIM MOKa3aHWAM pebeHKy HasHa-
ueH opdaHHbI NpenapaT HYPCUHEepPCEeH, KOTOPbINA 6bin
3aperucTpupoBaH B Poccum Nnib HECKONbKMMI Mecsi-
Lamm paHee. MepByto MHGY3MIO NpenapaTa noayuun B
mapte 2021 roga, 3aTemM B TeyeHue mecsala BBeAeHO 3
L03bl, flanee No UHANBMAYaNbHON cxeme. C Lenblo Kop-
PEKLMM UMEILLUXCS OCNOXHEHUA OCHOBHOMO 3abone-
BaHWS NMPOBeAEH KOPPUTMPYIOWMA 3aAHNIA TPAHCNe[u-
KYNOKOPMOopanbHbli KOMOUHUPOBAHHbBIA CNOHANNOAE3
C KOCTHOM NMacTUKOW Moj HempodU3Nonornyeckum
MOHWTOPUHIOM COMATOCEHCOPHbLIX W MOTOPHBIX Bbl-
3BaHHbIX NOTEHLWANOB. Ha JaHHbIN MOMEHT MasbulKy
15 neT, pocT 146 cm (SDS -3.55), macca 30 Kr (SDS -3.74),
NMT 14,1 kr/m2 (SDS -3.47), MblleUHbIil TOHYC Auddys3-
HO CHWXEH, CU/A B PyKax U HOrax CHxeHa fo 1 6anna,
peub AU3apTPUUHA, Pe6eHOK HYXAAeTCs B MOCTOSHHOM
YXOAe 1 06CnyXNBaAHNN.

3aknoueHune. Ha 2022 roa B Poccum HacumTbiBaeT-
¢ okono 1300 6onbHbix CMA. C 2023 roga 3abonesa-
HWe BXOAMT B PaCLIMPEHHbIN HEOHATAMbHbIN CKPUHUHT,
UTO MO3BOMIAET HAauyaTb NATOrEHETUYECKYID Tepanuio C
NnepBbIX MeCALEB XU3HW. bnarogaps 3TOMy ynyJluaet-
€Sl KQUECTBO XM3HM BONbHbIX U NNUL, OCYLLECTBAALMNX
yX04 3a Humu. OQHAKO AeTH, POXAEHHbIE 0 NOABAEHUSA
MaTOreHeTUYECKOro nevyeHuns, Ha hoHe Tepanum moryT
TOMbKO YACTUYHO BOCCTAHOBUTb YyTPAUeHHble DYHKLNM
1 3aMeAInTb NPOrpeccupoBaHmne 3a6oneBaHns.

NnuHbIA BKNAR. M3yueHne poccuinickom u 3apybex-
HOW NuUTepaTypbl No AaHHOW Teme, paboTa C ucTopueil
60ne3Hu.

AETCKIIIVI‘/'I WHCYNBT: B3rNAA HA BONIE3HD
Mona-mous U Ee NOCNEACTBNA

Munsacosa A.[l., AnekcaHaposa [1.M.,
Cbipuosa M1.0.

HayuHbili pykogodumenb: K.M.H., doueHm JlapuHa /1.E.

®rAQY BO PHUMY um. H.W. NMuporosa
Mun3gpasa Poccun (Muporosckuin YHnBepcuTer)

BBepeHue. [leTCKMN MHCYNBT — 3TO FPO3HOe 3a6o-
nesaHue, kotopoe oT 3 A0 30 % MOXeT 3aKoHuUuTCA
neTasnibHbIM UCXOLOM, @ B 60-70% crnyyaeB NpuBOAUT K
MHBaNMAM3auun pebeHka. Y Takux jeTen B ilanbHenwem
OTMEUaeTCs CTOWKUM HeBponoruyeckun aedununt B
BU[E IBATATENbHbIX U KOTHUTUBHbIX HApYLIEHWUN. bonb-
LIAaA YaCTb MHCYNbTOB ABNATCA UANONATUYECKUMU, HO
0T 3-10 % BbI3BaHbl 6onesHbio Moia-Moiia (BMM), xa-
paKTepu3yHoLLencs 310Ka4eCTBEHHbIM TEUEHMEM B BUE
MOBTOPAKLLMXCA 3MU30A0B UILIEMUN, BO3HUKAOLWMX B
pe3ynbTaTe nNporpeccupylolero cTeHosa CoCyfoB ro-
NOBHOro Mo3ra (I'M).

KnuHnueckun cnyyait. leBouka, 1,5 neT ¢ CHHAPOMOM
[layHa, MHOXecTBeHHbIMK M, BpOXAEHHbIM TMNOTU-
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peo3om B BO3pacTe 4 mecsaues 6bina onepupoBaHa no
NoBOAY BPOXAEHHOIO nopoka cepaua (BMC), nocne uero
OTMeuanucb Cyaoporn. Ha MarHNTHO-pe30HAHCHOW TO-
morpacpum (MPT) TM: 30HblI LIMTOTOKCMYECKOTO OTeKa
MO3ra, Habnwganacb acUMMeTpUs [UAMETPOB BHY-
TPEHHUX COHHbIX apTepuit (BCA). B 1,5 roaa obpatunmnch
K HeBponory MAIKB ¢ xanobamn Ha cygoporu. bbina
Ha3HaueHa aHTuaNunenTuyeckas Tepanus (A3T) nese-
Tupauetamom. CnycTsa 2 mecsaua B KOHLe saHBapsA 2025
rofid BO3HWUK CYAOPOXHbIA NPUCTYN AAUTENbHOCTbIO
5 MUHyT. Mocne vero pebeHok 6bin goctasned B8 MAKb
Opurafon CKopoil MeAULMHCKOW nomowu. MNpu TpaHc-
NOpTUPOBKe pebeHKa B CTaLMOHAP CHOBA NOBTOPUANUCH
NpUCTYNbl AAUTENbHOCTbIO 5-7 MUHYT, Habnoganacb
cdukcaums B3rnaga. MposeaeHa A3T anasenamom, Cyao-
poru KynupoBaHbl. [Ipy NocTynneHun B HeBponoruye-
CKOe OTAeneHue HabnwAancs NPaBoOCTOPOHHWIA remu-
napes, 6onee BbIpAXXEHHbI B pyKe, TMNOTOHUS.

PebeHky 6bina nposegeHa MPT 'M ¢ MP-aHruorpa-
tunen: 06WMPHbIE 30HbI MWEMUYECKOTO WHCYyNbTa B
6acceiiHe neBoil cpeaHent mosrosoi apTepun (CMA) B
ocTpon cTtaguu. Ha MP-aHruorpadum: BbipaxeHHoe
CY)XeHue npasoil BCA, ymeHblUeHNe AnameTpa npasoi
CMA Ha BCcem MPOTSXKEHWUM 1 NOABNEHNE KonnaTepanei
B 06nacTi BUNAKU3MeBa Kpyra u B 06nactu 6asanbHbix
apep. Mocne BepuduKaLUN WMWEMUYECKOTO WHCYNbTA
Ha3HaueHa aHTUKOArynsHTHas Tepannus renapuHom Ha-
Tpua.

Mposogunacb AuddepeHuManbHas AMArHOCTUKA C
Tpombodunmammn, aHrumTom U bMM. YuutbiBasi noBTo-
patowmecs ann3ogbl nwemun MM, a TakKe XxapakTepHble
n3meHeHusa cocynos 'M, gnarHoctuposaHa bMM.

PebeHOK nepeBefieH B HeNpOXWUpypruueckoe oTae-
NeHue ¢ Lenblo NPoBeeHNs HeNpsMOoro CMHAHrMo3unca
ANs NpoUNAKTUKM MOBTOPHbIX MHCY/BTOB.

Bbin cO3AaH 3KCTPA-UHTPAKPAHMANbHLIA MUKPOAHA-
CTOMO3 MeXJly TEMEHHON BETBbIO NEBOW MOBEPXHOCT-
HOM BMCOYHOI apTepuen n nesoil CMA,

B nocneonepauuoHHom nepuoge Ha MPT 'M o6wup-
Hble 30Hbl LMTOTOKCMYECKOrO OTeKa N1eBOM BUCOYHOW
NONK, KCMMNTOM MNJOLLA», PErPecc paHee BbiBEHHO-
ro LMTOTOKCMUECKOro OTeKa B NeBOW NOGHO-TEMEHHOM
06n1acT M 3NUAYpPaNnbHOe XUAKOCTHOE cKonneHue. B
CBA3M C HanuuueM NoCieonepaumoHHbIX U3MEHEeHUI
pebeHKy yCTaHOBNEH NOMOANbHbIN ApeHaxX.

MocneonepawoOHHO NPOBOAMNACH aHTUGAKTEPUANb-
Has, aHTMarperaHTHaa Tepanus, npoaomxkeHa A3T.

3aknioueHue. [leTCKUIA MHCYNbT — XXM3HeonacHas
naTonorus, Tpebyiowas 6bICTPON AUATHOCTUKK U NpU-
HATUA PeLleHns, NOCKONbKY Kaxgas HOBas uwemuye-
CKas aTaka MOXeT MPUBOAUTDL K YXYALIEHWIO COCTOAHUSA
nauueHTta, Kak npu bMM. lMo3Tomy npu AnArHocTuke
WHCYNbTa HY)XXHO KaK MOXHO CKOpee HaWTu NPUUUHY,
yTo6bl M36€XaTb NOCNeayLWNX peunanBoB, KOTopble
OyoyT yXyALaTb HEBPONOTMYECKYH CUTYALNIO.

NuuHblii BKNag. HabnogeHne pebeHka B CTaLMoHa-

pe, paboTa ¢ uctopuen 60NE3HN NALNEHTA, HanMcaHne
1 NOAroTOBKa AOKNaAa.
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TAXENDIE NOCNEACTBUA CUHAPOMA
«SHAKEN BABY» YV PEBEHKA
NMEPBOIO roAA XXu3Hu

Munacosa A.[l., Fabyesa A.M.,
AnekcaHpposa [1.M.

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

®OrAQY BO PHUMY um. H.1. Muporosa
MuH3apasa Poccum (MUpOroBCKIi YHneepcuTeT)

BeeaeHue. Cuuapom «Shaken Baby» («cuHgpom
BCTPAXHYTOr0 pebeHKa») — 3T0 COCTOAHME, BO3HUKLLEe
BCMEACTBME U3BLITOUHON KTPACKU» pebeHKa W Xapak-
Tepusyiolleecs BO3HUKHOBEHMEM KNaccuueckon Tpu-
afibl: BHYTPUUYEPENHOro KPOBOM3NMAHUSA, OTE€Ka MO3ra
1 KPOBOM3NNAHUA B CeTuaTKy. ONacHOCTb CUMHAPOMA B
TOM, UTO BO3HIKAIOLLME OCIOKHEHNA MOTYT NPUBOAUTD
K TAXENON MHBanuausaumn. OCHOBHYIO Tpynny pucka
N0 BO3HWUKHOBEHWIO AAHHOrO COCTOSHUA COCTaBAAIOT
NPenMYyLL,eCTBEHHO [1€TU NEePBOT0 FoAa XNU3HMU.

KnuHuueckuin cnyvail. MaumeHT H., 6 MmecAueB
19.01.2025 r. pocTaBneH 3KCTPEHHO B CTaLUOHap B TA-
XEMOM COCTOSIHUM C TPEMOPOM NOABGOPOAKA 1 HUKHMX
KOHEUHOCTEN, CPbIFMBAHUAMU, MPOH3UTENbHbIM KPU-
Kom. CoO CNoB maTepu, Xanobbl MNOABUANCL C Beyepa
18.01.2025 r., U3BECTHO, UTO pebeHKa HakaHyHe TPAC B
ramake ero 6pat. Mpu ocmoTpe oTMeyanacb rugpoue-
thanbHas dopma ronoBbl OKPYXHOCTbIO 44,5 cM, 60Mb-
LIOW POAHNYOK 3,5%3,5 CM. Pe6eHOK 0T 3 6epeMeHHOCTH,
2 CaMOCTOATENbHbIX CPOUHbIX POAOB B 41 Hefento, po-
Auncs ¢ maccon 2890 r u anuHom 49 cm, no APGAR 8/9
6annos. Mo gaHHbIM HelmpocoHorpacum (HCT) B Bo3pac-
Te 1 mecsiua: cy63nMHAEManbHble KUCTbl, pacliMpermne
NUKBOPHbIX NPOCTPAHCTB (rnapoLedanbHblil CMHAPOM
nog, BOMNPOCOM).

Mpn mocTynneHun B CTauuWoHap 6bina MpoBefeHa
HCI: ymepeHHOe pacwupeHne HapyXHbIX SIMKBOPHbIX
MPOCTPAHCTB, MEXNONYLIAPHOW Lenu, HOKOBbIX Xeny-
aoukos. KomnbloTepHasa Tomorpadus (KT) ronosHoro
mo3ra (TM): KapTHA remopparnyeckoro CoAepPXuMoro
B 06nacT 060M0YeK TEMEHHON W 3aTbIIOYHON Aonen
cnesa. Mpu ohTanbMOCKONUM OTMEUAETCSH YaCTUUHDBINA
remod)TanbM, MHOXECTBEHHbIE PETIHANbHbIE KPOBOW3-
NNAHMA. YUUTbIBAA AaHHbIE aHAMHE3a U UCCNe0BaHMid,
y pebeHKa 6b1/10 AMarHoCTMPOBAHO CybaypanbHoe Kpo-
BOM3/NMSAHNE B TEMEHHO3aTbINIOUHOW 061acTH CneBa, cy-
H6apaxHOMWAaNbHOE KPOBOW3MMAAHWE, BHYTPUMO3rOBble
remaToMbl 1eBON TEMEHHON AONN.

B auHamuke Ha KT M oTmeuaeTcs yBefnnyeHue pa-
Hee BbIIBNEHHOT0 reMopparmyeckoro CofepXMmoro B
060/104YeYHbIX NPOCTPAHCTBAX, NOABMEHNE NNACTUHYA-
TOW reMaToMbl B 060/104eUHbIX NPOCTPAHCTBAX NPaBON
remuccepnl, NPU3HaKKM ABYCTOPOHHUX CY6AYPanbHbIX
rurpom; Ha HCI NpU3HAKM CUMMETPUUYHOW BEHTPUKY-
nogmnataLum, 4To Aano nNpaso NoAo3peBaTb y pebeHka
coobuatowwytocs ruapouedanuto. Ha anekTposHueda-
norpamme (33r) BbiABNEHbI MPU3HAKM INUNENTUYECKON
aKTWBHOCTM. B CBA3M C Hanuumnem hoKanbHbIX CYLOPOX-
HbIX MPUCTYMNOB, @ TAK)XXe N0 AaHHbIM I3 Ha3HAUEHa aH-

TUanunenTuyeckas Tepanusd (A3T). Ha 3 geHb rocnuTa-
nu3aumm 6bina NpoBeAeHa AWArHOCTUYECKas MYyHKUWA
cy6aypanbHOro CKOMMEHMA cneBa: HeNTPOMUNbHbIN
M1eouuTo3 C BbICOKMM CogepxaHuem 6enka. C uenbto
KOHTPONA CaHaLWU NUKBOPA YCTAHOBMEH HAPYXHbIN
cybypanbHblil ApeHax cneea, Nocie NoABNEHUs Kap-
TUHbI Pa306LeHHOCTU CybaypanbHbIX MPOCTPAHCTB
6bIfI0 pelleHo YCTaHOBUTb AOMONMHUTENbHbIA ApPeHax
cnpasa. 24.01.2025 r. 6b110 NPOM3BEAEHO YAaNeHNe Ha-
PYXHOrO BEHTPUKYNAPHOIO ApeHaxa W umnaaHTauumsa
HapyXHbIX Cy6AYpanbHbIX [PEHaxel C ABYX CTOPOH C
AanbHENWMM 3aKpbITbiM APEHWPOBAHNEM CyBAypanb-
HOW rematombl. Ha 3 mocneonepaLyoHHble CYyTKN y pe-
6eHKa YMEHbLUUAKUCL NPOABAEHNA YTHETEHNS CO3HAHMSA,
HO NnosiBUIaCb 04YaroBas CUMNTOMATUKA: AaHU3OTOHUSA U
aHu3opednekcus; koppekuua Tepanun A3T C NONOXK-
TeNbHON AMHAMWKOWN B BUAE KYNUPOBaHMSA Cya0pOr.

Ha MPT 'M 0T 17.02.2025 r.: B AUHaMnKe HabnoaaeTcs
perpecc nofoCTPbIX reMaToM C NOSABMEHUEM TUTPOM. B
CBA3U C ANArHOCTMPOBAHHOI CO06LLAOLIENCS TnapoLe-
thannen manbumKy 6bll YCTAHOBNEH BEHTPUKYNO-NEpU-
TOHeasbHbI WYHT. BbINWCaH B CTAGUNbHOM COCTOSIHUN.

3aknioueHue. [laHHbIN KAVHUYECKUIA CNyyan AeMOH-
CTPUPYET TSAXENY KapTUHY OCMOXHEHWIA CUHAPOMA
«Shaken Baby», npuseawyto k pazsutuio ruapoueda-
Ann. CUHAPOM [OCTAaTOYHO TPYAHO AWNArHOCTMPOBATbH
13-3a fednuMTa aHAMHECTNYECKIUX JaHHbIX 1 BHE3aMHO
HAUMHAILLMXCA OCTPbIX OCNOXHEHWN, B pe3ynbTaTe ANs
AUArHOCTUKKM HEO6X04MMbl WHCTPYMEHTaNbHble o6cne-
AOBaHMA U UCKMNIOUEHMe Apyrue Haubonee yacTble Npu-
UNHbI HEOTMOXHbIX COCTOSAHUN. Bonblioe KONnuecTBo
KPOBMW B XXeNyaouykax mMo3ra M cnasm CoCyaoB, BO3HU-
Katolwme nocne KpOBOM3NNSHUA, MOTYT 6bITb NPeABecT-
HUKaMK pasBuBatoLeincs ruapouedannu, 4to JOMKHO
HaCTOpaXuBaTb Bpauel nNpu NOCTYNNEHWM NALMUEHTA C
«CUMHAPOMOM BCTPAXHYTOro pebeHkar.

NuuHblid BKNag. HabniogeHne pebeHka B CTalMOHa-
pe, paboTa c uctopuen 6one3Hn NaLKUeHTa, HanmcaHme
1 NOJIroTOBKA AOKNaja.

CNOXHbIN AUATHO3: NEPECEYEHUE
BONE3HEI KABACAKMN N TAKASICY
Cypkosa 0.H.

HayuHbiii pykogodumenb: K.M.H., doyeHm /lapuHa J1.E.

OrAQY BO PHUMY um. H.A. Tinporosa
Mun3apasa Poccum (MMpOroBCKuiz YHusepcuter)

BeepeHue. bone3Hn Takasacy u KaBacaku MMeKT CX0-
XUe KNNHNYeCcKue NposiBNEHNs, UTO MOXKET 3aTPYAHATD
ux anddepeHunanbHy0 ANArHOCTUKY Y aeTen. [e6ioT
60ne3Hn Takasacy MacKUpysicb Nog CMMNTOMbI 601€e3HK
KaBacaku, yBenuumnBaeT puUCK 3ano3ganoro neyeHus u
CEPbe3HbIX OCNOXHEeHW. ccnepgoBaHne cnyuyaes fe-
610Ta apTepunTa Takasacy y feTen c 6onesHbto KaBacaku
ABNAETCA aKTyaNnbHOW 3ajayen Ans ynydlweHus aua-
FHOCTUYECKMX MOAXOA0B M NPOrHO3a NeyeHus.

Knuanueckun cnyuaii. C uenbto Bepudmkaumm u
YTOUHEHUSA [MarHO3a B PEBMATONOrMYecKoe oTaene-
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2025 10A

HUe nocTynun pebeHoK 6 MecALeB C HaNPaBAALWUMN
Xano6amm Ha noBblleHne TemnepaTypbl Tena Ao 38°C,
YBENNYEHNEM MOAUYENIOCTHBIX U WENHOro NUuMdoy3nos,
VHDBELMPOBAHNE CKNEP W MaKynonanyne3Hol Cbinbio C
TEH[EHLMNEN K CIMSIHUIO HA LUee, XUBOTE, PyKax, HOrax,
B MecTe BBefeHus BLXK, He kynupytouwelics npuémom
AHTUTUCTAMUHHbIX MPenapaTos..

Mo nabopaToOpHbIM AaHHbIM — aHemus 1 CTeneHwu,
BOCnanuTeNibHas akTUBHOCTb B BuAe nosbiweHus CPb
[0 225 mr/n, CO3 00 32MM/u, HeUTPOUIbHOTO NEnKo-
LMTO3a [0 28 ThIC/MKN; B BUOXMMUYECKOM aHanuse —
CUMHAPOM LMTONM3a C nosbilleHnem NI o 420 ea/n,
MOBbILIEHNE TPUFNNLEPMAOB 10 11,7 MM/N; NO JAHHbIM
Koarynorpammbl —KOMNEHCMPOBAHHbIA remocTas 1 no-
BbileHue A-gumepa Ao 1000 mMKr/n 3a cueT Bocnane-
HUA. Muenorpamma — AaHHbIX 3a remo651acTo3 HeT. o
AAHHbIM MHCTPYMEHTANbHON JAMArHOCTUKU BbISIBNEHDI
aHeBpM3Ma N1eBOW KOPOHAPHOW apTepuu, aHeBpu3Ma-
TUYECKME PacCIMPEeHNs NepefHen MeXxKenynouKoBomn
BETBU W NPaBOW kopoHapHoi apTepuu (MKA) Ha IXO-KT.
Mo AaHHbIM KT OTK, OBl ¢ BHYyTPUBEHHbIM KOHTpACTK-
pOBaHMeM: aHeBpNU3Mbl 06enx nneuesblix aptepuit (MA)
1 MHOXECTBEHHble aHeBPU3Mbl BETBeN HPIOLHON YaCTy
aopTbl.

M0 COBOKYMHOCTM %anob 1 pe3ynbratos AMarHoCTU-
KM MepBMYHO YCTAHOBNEH AnarHos — bonesHb Kasaca-
K1, nonHas dopma. MNposoaunacb KOMGMHUPOBaHHas
aHTU6aKTepuanbHas, NpPOTUBOBOCNANNUTENbHAS, AHTU-
KOarynsHTHas W aHTUarperaHTHas Tepanus. BeefeHune
BHYTPUBEHHOrO uUMMyHornobynuua (BBUT) He pano
3pdhekTa, COXpAHANUCh NOABEMbI TEMNEPATYPbI Tena u
BOCManUTeNbHas aKTMBHOCTb (nosblwenne CPB). UHK-
UMMPOBAHA TepPanus reHHO-NHXeHepHbIMU B1onoruye-
ckumn npenapatamu (TUBN).

Ha ¢oHe Tepanum obpawaer Ha cebs BHUMaHME
0CO6EHHOCTb TeueHns 6one3Hn KaBacaku: coxpaHe-
HUe BOCMANUTENbHOW aKTUBHOCTU NO NabOPaATOPHbIM
AAHHbIM NPU WUCKITOYEHWM OYaroB WMHMEKUNKU, MosB-
neHue ckneputa B AUHAMUKe, BbIABNEHNE CUCTEMHOMO
paclWMpeHns KOPOHapHbIX apTepnii, aHeBpuambl MA 1
GPIOLWHON YacTh aopThbl. M0 AaHHbIM n3MepeHus Al Ha
BEPXHUX N HMKHUX KOHEUHOCTAX 06HApYXeHa pa3HuLa
MeX[y npaBoil U NeBoil pykoid B 15 MM. pT. cT. C yueTom
BbILIEOMNNCAHHOTO, HENMb3s UCKNIOYNTL Aebl0T bonesHn
Takascy. NposegeHa nynbc-tepanua NKC, HayaTa nepo-
panbHas Tepanusa NPeaHM30I0HOM, Ha (hOHe KOTOPOro
AOCTUTHYTO CHUXXEHME BOCMANNTENbHON aKTUBHOCTMW.

Mpu NNaHOBOW rocNUTann3auumn yepes 2 Hegenu oT-
MEUEHO CHIDKEHUE BOCMANUTENbHOW aKTUBHOCTU. Mo
AaHHbIM KT OBl ¢ BHYTPUBBEHHbIM KOHTPAaCTUpPOBA-
HWeM pasHonnaHoBasd AMHAMUKA B BUAE YMeHbLUeHuA
aHeBpU3M apTepun u/unnm ux pacwmpeHus. No AaHHbIM
KOHTponbHOro 3XO-KI n KT OT'K oTMeueHa nonoxurenb-
Has [WHamuUKa B BUJe YMeHblUeHWUs aHeBPU3M KOpo-
HapHbIX apTepwniA, HO BU3yanu3mpyeTcs aunataums MKA,
YuuTbiBas CHWXEHWEe BOCMANUTENbHOW AKTUBHOCTM W
npeobnagaHne NONOXNTENbHOW ANHAMUKM MO JAHHbIM
apTepuorpadun n 3XO-KI' Tepanus npeaHW30NOHOM
npusHaHa 3pdeKTUBHON 1 6e30nacHoil. Peb6eHOK Bbl-

32

MUCbIBAETCA JOMOW, MPOLOMKAA Tepanuio NpeaHu3o-
NIOHOM, noj ambynaTtopHoe HabnlaeHWe neauaTpa,
Kapauonora u peBMaTtonora, C rocnuTanusaumen yepes
3 Heflenn Ans NabopaTopHOro KOHTPONS W peLleHns Bo-
npoca o umknuyeckon Tepanuu r'BeM.

3aKntoueHue. B npeAcTaBNeHHOM Ciyyae COXpaHAto-
WanAca Ha (hOHe Tepanuu BoCnannTenbHas akTUBHOCTb
cTana noBOAOM Ansi NOUCKA Apyroro 3abonesaHus. [o-
NOMHWUTENbHBIA MeTOf WCCNEefoBaHUS, KaK U3mMepeHue
Al Ha BEPXHUX N HUXHUX KOHEYHOCTAX, C YCTAHOBNEH-
HOM pa3HMLel Ha pyKax B 15 MM. pT. CT. NOMOT NepecMo-
TPeTb COBOKYMHOCTb CUMATOMOB 1 AN hepeHumpoBaThb
Bone3Hb Takascy Ha hoHe bone3nun KaBacaku.

Nuunbin BKNag. 9 nposena TWaTenbHbIA aHANU3 1
06paboTKy CyleCcTBYIOLLEN NUTepaTypbl, CUCTEMATM-
31poBana faHHble No Teme MCCNef0BaHUsA, HA OCHOBE
KOTOPbIX 6bIIM CDOPMMPOBAHBI OCHOBHbIE MAEN W Bbl-
BOAbI, TAK)XXe BblAENNAA K/IOUEBbIE ACMEKTbl U BaXHble
pekomeHAaLum.

CUHAPOM AN IXOPMAXN Y PEBEHKA
C BPOXXAEHHbIM MOPOKOM MOYEBON
CUCTEMbI 11 3AAEP)KKOM NCUXO-
MOTOPHOIO PA3BUTINA

Naszapesa M.A., 3usiokuHa K.C., 'pa3HoBa A.A,,
MupoHoBa B.A.

HayuHbili pykogodumens:
K.M.H., doyeHm CapkucsH E.A.

®OrA0Y BO PHUMY um. H.U. Muporosa
MuH3apasa Poccun (MporoBckuin YHBEpCUTeT)

BeeaeHue. Cungpom [ln [xopoxu (cuHapom gene-
uum 22 xpomocombl, 22q11DS, MKB-10 D82.1, MIM#188400,
CAA) — Hambonee PacnpoCTpaHEHHbIA MuUKpoaene-
UMOHHBIA cuHAPOM (1:2000 HOBOPOXAEHHDBIX). Xapak-
Tepusyetca 6onee 180 KAMHMYECKMMU MNPU3HAKaMU,
BK/K0YAs OCHOBHYIO Tpuagdy: KOHOTPYHKaNbHble NOPO-
Ki cepaua, MMmyHoaedWLUT U IHAOKPUHHbIE NaTono-
rMn. AHOManuUu MOYEnonoBOW CMCTEMbl BCTPEYATCA
B 30-40% cnyuaeB. bonee 90% feTeil UMeIOT 3a€PXKKY
MCUXOMOTOPHOIO Pa3BMTUA.

KnuHnueckuin cnyyan. Manbuuk A. oT 1 6epemeH-
HOCTKU, 1 CaMOCTOAITE/bHbIX POAOB Yy MaTepu C OTAro-
WEeHHbIM COMATUYECKUM U aKyWepCKUM aHamMHe3OoM
(6onesHb bextepeBa, PYHKLMOHAMbHbIE 3a60ME€BAHUA
KeNny[ouHO-KULWEYHOro TPaKTa, TPoM603bl). Ha 20 He-
Jlene rectaumu y nnoja AMarHoCTUPOBAH meraypetep,
noATBEPXAEHHbIN Nocne poxaeHus. Poabl Ha 38 Hepe-
ne, macca tena npu poxgeHuun — 3200 r, aAnnHa — 52 cm,
APGAR — 8/9 6annos. Pa3BuTue B NepBble MecALbl XKn3-
HW OTArOLL,AN0Ch PELNANBUPYIOWMMU NH(EKLMOHHBIMU
npoueccamit MOUYEBOW CUCTEMBI: Xanobbl Ha ebpunb-
Hyl0 TemnepaTypy, 6eCnoKoWCTBO NpM MOYencnycka-
HWUW, MYTHYIKO MOUY, OTKa3 OT KopmneHus. Mo pesynbra-
Tam NabopaTopHON U MHCTPYMEHTANbHOW ANArHOCTUKM
6blN1 NOATBEPXKAEH AMArHO3 OCTPbINA NuenoHedpuT, Kak
CnefCcTBME BPOXAEHHOr0 NOpPOKAa pasBUTUA — Mera-
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ypeTepa. lpoBoaunacb 3deKTUBHaA aHTUbakTepu-
anbHas Tepanus, XMpypruyeckas Koppekuus nopoka.
B Bo3pacTe 5 nety pebeHka Habnw[anocb OTCyTCTBMUE
(pa3oBoii peun. YacTble MHQEKLMOHHbIE MNpoOLec-
Cbl MPW MUHUMANbHBIX CTUTMAx AW33MOpUOreHesa Ha
(boHe 3a4epXKKU MCMXOMOTOPHOro pa3suTus 0b6ycno-
BM/IM NPOBEAEHNE KAPUOTUNUPOBAHUSA HA BbiSIBNEHME
XPOMOCOMHOW natonoruun, B yactHoctu CAA. Moneky-
NAPHO-TEHETUYECKNIA aHANM3 NOATBEPANUN MUKpOaene-
umio 22q11.2. Npu nMmyHoteHOTUNUPOBAHUM NUMEO-
UUTOB oTMeuanach numdonenus 3a cuet CD8+364kn/
MK (600-900), ocTanbHble NoKas3aTenu Haxoaunuch B
npefenax Bo3pacTHOM HOpPMbl, B TOM uucne Ca o6wun
! MOHW3MPOBAHHDIN, Ig A, M, G, E. [0 AaHHbIM 3X0-Kap-
anorpacguyeckoro 06cnefoBaHNA  KOHOTPYHKAMbHbI
MOPOK CepALa WCKUEH, HapylweHns (YHKLNM napa-
WMTOBUAHDIX Xene3 He BbiiBNEHbI. Npn KOHCYNbTaLum
HeBposora M ncuMxmaTpa AMArHOCTUPOBAH CUHAPOM
rMNepakTUBHOCTH, OTMEYAETCS MOBbILIEHHAN BO36yaM-
MOCTb, Pa3paXnTeNlbHOCTb, HEAAeKBATHOE NOBefEHMNE
pebeHKa. PebeHKY Ha3HauyeHa MMMHACTUKA, 3aHATUA C
noronefom. B HacTosiwee Bpems pebeHOK COCTOUT HA
yyeTe y UMMYHONOra, Hedponora, HEBPOOra, NCUXma-
Tpa.

3aKntoueHue. B faHHOM cnyyae y pebeHka OTCyT-
CTBOBana Hanbonee 3Hauumas Tpuaga npusHakos CA4,
B CBAI3M C Yem AMArHO3 MOCTABNEH OTHOCWUTENbHO B
nosgHem Bo3pacTte. CoueTaHne BPOXAEHHbIX MOPOKOB
Pa3BUTUSA, HEPBHO-MCUXMYECKUX HAPYLIEHUA C peuu-
AUBUPYIOLLMMU MHEKLUAMIN TPeBYIOT KOHCYynbTauum
reHeTuka c uenvto ucknoueHunsa CAA. Mcuxonoru v get-
CKMe MCUXMATPbI ABMAAKTCA BAXHbLIMU YIEHAMWN MHOTO-
npodnnbHOW KOMaHAbI CNeLuanucToB, KOTOpPble OKa3bl-
BalOT nomoub getam ¢ CAA.

NuuHblit BKNag. C60p 1 U3yueHne NnUTEpaTypHbIX
JAHHbIX N0 cUHApoOMY [un [KOpAXMW, aHANU3 UCTOPUM
60M€e3HM NaLMEHTA, HANMMCAHME Te3UCOB U BbIBOJOB.

TPAHCUMMVYHHASA
TPOMBOLUTONEHNYECKASA
NYPNYPA Y HOBOPOXXAEHHDbIX
U3 BUXOPUA/IbHOIN IBONHU
Cokonosa K.[., KocHnueBa E.A., FagaHoB A.C.
HayuyHbili pykosodumenb: K.M.H., doyeHm JlapuHa J1.E.

®OrAQY BO PHUMY um. H.1. NMuporosa
Mun3apasa Poccuu (MMpOroBCKUii YHneepcuTer)

BBefeHue. [leTn, poxeHHble OT MaTepen C UMMYH-
HOW TpombouuToneHnyeckon nypnypoi (UTM), umetoT
PUCK Pa3BMTUA HEOHATANbHOW TPOMOOLMUTONEHMHW, B
OCHOBE KOTOPOW NexaT MMMYHOMNATONOrMyeckne npo-
Leccbl. 3TO CBA3AHO C TPaHCMNaLEeHTapHbIM NePeHOCOM
AHTUTPOMOOLMTAPHBIX AHTUTEN WUAM CEHCUOUNU3UPO-
BAHHOIO K/IOHA MMM OLUTOB OT MATEPH K NNOAY.

KnuHuueckuin cnyyai. MauneHTkn A. 1 K. Ha 1-e cyT-
KW XW3HM NOCTYMMUAN B HEOHATONOTMYECKOE OTAe/NeHne
B COCTOAHUY YMePEHHOT0 YrHeTeHWUA CO3HAHUA C remop-

parnyeckum CUHAPOMOM B BUAE METEXWUMA U IKXMMO30B
Ha KOHEUHOCTAX U Mpefnexalleil 4acTu ronosbl. Xus-
HEYrpoXatoWmx KpOBOTEUEHNIN HE OTMeYEHO. [1eBOUKN
POAMANCL HA CPOKe 36 Hefenb U 2 AHA (auxopuans-
Has AWaMHMOTMYecKas ABOWHA). Mo wkane APGAR —
8/9 6annos. I3 aHamHe3a M3BECTHO, YTO MaTb feTel
6onbHa xpoHuueckou UTM 1 Bo Bpems 6epemMeHHOCTH
Haxomnacb Ha Tepanuu pOMUNOCTUMOM. JTabopaToOpHO:
Ha 1-ble CYTKM XN3HW YPOBEHb TPOM6OLMTOB: 19x10°/n —
y A. 1 7x10°/n — y K. HecMOTpA Ha Tepanuio BHYTPUBEH-
HbIM UMMyHOrno6ynuHom (BBUI) n TpaHcdysuio Tpom-
OOKOHLEHTpATa, TPOMBOLMTONEHMS NPOrpeccmpoBana,
AOCTUTAsA HA 3-W CYTKU XM3HM 8x10°/n — y 1eBOUKM A.
n 5x10°/n — y K. [leTu nepeBeeHbl Ha UCKYCCTBEHHOE
BCKapMmnusaHue. [lanee npoBefeHO neyeHne npegHu-
30/10HOM B TeueHne 4-x gHen. OTMeUYEHA MONOXUTENb-
Has AMHAMWKA: 4uCno TPOMO6OLMTOB YBENMUMNOCH B
2 paszayA.un B3 pa3ayK, Tepanusa npoaneHa elle Ha
CyTKU. TlauMeHTKM nonyyanun aHTUremopparunyeckyio
Tepanui: 3Tam3unar, TpaHekcamosas kucnorta. o pe-
3ynbTatam 3TOr0 NevyeHUs OTMeYeHbl Hopmanusauns
YPOBHSA CO3HAHUA M PErpecc KOXHbIX MPOSBAEHUNA re-
MOPPAarMyeckoro CUMHApoma. AHTUTpoM6OLMUTapHbIE
aHTUTena B KpoBu pebeHka A. — 8300%, K. — 5100%,
ux matepn — 270%. YpoBeHb MMUKOKanuLMHA B KPOBU
JeBoyeK B npepenax Hopmbl. Ha 14-ble CYTKU XU3HU
YCTAQHOB/IEH AMAarHO3 TPAHCMMMYHHOW TpomboumTone-
Huueckoi nypnypbl (TTM), NpoBefeH MOBTOPHbIA KypC
BBUI. Takxe nHMUMMpoBaHa Tepanus LeKkcameTa3oHoM
Ha 4 JHA C AaNbHENWMM MEPeXoJOM Ha MpefHWU30MOH
(2 mr/Kkr/cyT) c ero 0TMEHON anbTEPHUPYIOLLUM KYPCOM.
Ha 6 Hepene Xu3HM Ao6aBfieH pOMUNOCTUM. MaLneHT-
KW BbINMMCaHbl U3 CTaLMOHapa B BO3pacTe 2 MecsLeB C
ypoBHeM Tpom6ounTOB 136x10°/ny A. 1 167x10°/n y K. Ha
NPOLOMIXEHMe aNnbTepHUpYIOLLero Kypca npeiHM30n0Ha
C ero oTMeHon. Takum obpasom, y 06emnx gesouek bbina
LJOCTUTHYTA KNMHWKO-remaTofiornyeckas pemmccus.

3aknioueHune. TTM aBnseTcA cepbe3HbIM 3abonesa-
Hem HOBOPOXXAEHHbIX, PUCK Pa3BUTUA KOTOPOTO BbICOK
npu Hanuuun UTM y matepun. CBoeBpemMeHHOe npumeHe-
Hue BBUI no3sonuno npegynpefutb TAXenoe nposs-
NeHne remopparmyeckoro CMHApPoMma.

NnuHbv BKNAA. ABTOpbl paboTbl MpoBenu cb6op aHa-
MHEeCTUYECKMX AaHHbIX B 6ecefie C MaTepbio NaLNEeHTOK
1 OCMOTP A€TeN, a TAKXKE U3YUNNU CBEAEHUS MeLULVH-
CKOM [OKymeHTauuu. Kpome TOro, aBTopamu Te3nUCOB
caenaH o63op nutepatypbl no sonpocam WUTM, TTN u
TPOM6OLMTONEHUN Y fieTEN.
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KNNHWYECKUIA CNYYAI TAXKENOIO
TEYEHUSA TUPO3UHEMUU 1 TUMA

lWnmkosa H.M., CHerypeHko M.A., IOHKeBuY E.,
KocHuueBa E.A.

HayuHbiii pykoeodumenb: K.M.H., doyeHm JlapuHa /1.E.

®rAQY BO PHUMY um. H.1. Mnporosa
Mun3apasa Poccun (MnporoBckuin YHUBEpCuTeT)

BeepeHune. HacneactseHHas Tupo3mHemus 1 Tuna
(HT1) — opthaHHOe 3ab6oneBaHne C ayTOCOMHO-peLec-
CMBHbIM TUMOM HacNnefoBaHUs, 06YCNOBNEHHOE MyTa-
umen B reHe FAH, uTo NPMBOAMT K HapyleHU 06MeHa
TUPO3MHA U HAKOMNEHU0 B OpraHu3sme TOKCUUYECKUX
mMeTabonuToB. MaTonorns XapakTepusyeTcs TAXebiM
nopaxeHMem novek, NeYeHW BNAOTb 10 NMEUEHOUHOW
He0CTaTOYHOCTM U LuMppo3a. 3abonesaemoctb HT1
coctanaeT 1:100000-120000 XuBbIX HOBOPOXAEHHbIX.
be3 cneuuduyeckon Tepanum CMepTHOCTb COCTaBNAET
0Kono 90% no 10 nert.

KnuHuueckuit cnyyai. MNpu ocmoTpe nauueHTa V. B
BO3pacTe 8-mu MecsAueB 6blin OTMEUEHbl yBeNnYeHne
o6beéma XmBoTa, nMo Y3 — renatocnneHomeranusa u
yBenuyeHue noyek. /labopaTopHo — aHemMus 2-n cre-
neHu. lanee NpmcoeguHUNNCL MPU3HAKKU PaxnuTa u Mbl-
WEYHON rMNoTOHUKU. B 2 roga 3adukcupoBaHbl 0TKa3
OT X0Abbbl U yXyALEHMe Onopbl Ha HOXKU. KOHCynb-
TUPOBAH reHeTUKOM: NpoBeféH aHanus kposu (TMC) ¢
BbISIBEHWEM NOBbILEHNS YPOBHEN CYKLMHUNALIETOHA W
TUPO3MHA. MoNeKyNAPHO-reHeTUYECKOe nccnegoBaHmne
nOATBEpPAMNO AnarHo3 HT1: 06Hapy)XeHa roMo3nroTHas
MyTauus B rede FAH (p.Pro324Leu).

3 roga: TAxEnoe oblee COCTOSHME, 3HAUUTENbHOE
yBenuueHmne xusota (52 cm). NManbnaTopHo — yBennueH-
Has neyeHb (+6 cm OT pe6EpHON ayru, 3nacTuyHas) u ce-
neséka (+9,5 cm, nnotHas). Y31 OBM: Meuenb yBenuye-
Ha, HEOJHOPO/IHAA MAaPEHXMMa C NPU3HaKamn Grubposa,
OTMEUeHbl 3HauuUTeNbHble YBENNUYEeHNe Cene3eHKu W
nouek. Hauata Tepanua: HU3Ko6eNKoBas guUeTa, cnewu-
ann3nMpoBaHHas CMeCb, HUTU3NUHOH, NEBOKAPHUTMH,
YPCO/Ie30KCUX0NeBasA KUCMOTA, XKee3a noauu3omanb-
To3aT, honnesasn kucnota, NaHCO;. Ha dhoHe neuenus
oTMeYanacb MoNoOXMUTeNbHas AMHAMUKA — YnyulleHune
MOTOPHbIX OYHKLNIA N CHUKEHNE BANOCTM.

B 4 roga npu noBTOPHOW rOCNMTANM3aL i BbIABNEHO
OCNOXHeHne — BTopuyHas TybynonaTus, XbM 1-i cTa-
Aun. B 5 neT AMarHOCTUPOBAH LMPPO3 NeyeHu, ctagus
A no Yauna-Nbio, npu nabopaTopHom o06CNeao0BaHNK
COXPAHANCA BbICOKNIA YPOBEHb TUPO3MHA (449,04 MKM/ 1)
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5 neT 7 mecaues: O6HapyxeHbl XA 2-n cTeneHu, re-
MOopparnyecknii ractput, FIP ¢ 330¢harmTom, KOMNeHcu-
poBaHHOe cocTosAHMe neyeHn no KT.

B BO3pacTe 6 neT 6bina NpoBeAeHa TenemeguLmH-
cKasa KoHcynbTauma ¢ HMUL TpaHcnnaHtonorum n Uc-
KYCCTBEHHbIX OPraHOB MMeHW akagemuka LlymakoBsa,
no pesynbTaTaM KOTOPOW MOATBEPXKAEHA WHAMKALMUA
NS NNaHOBOW TPAHCNNAHTALMKU NEYEHN NPU AUHAMU-
YeckoM HabnwaeHUN 1 06CNea0BAHNM NOTEHLMANbHbIX
[LOHOpPOB.

7 net: poct — 105 cm, macca Tena — 17,5 kr, UMT —
15,8 Kr/mM%; 06bem 3HAHUI M NPeACTaBNeHUA OPUEHTM-
POBOYHO B HOpMe. Tepanusi COMPOBOXAAETCH MNono-
XWUTENbHOW JWHAMUKOW O6LIEero COCTOAHUA, OJHAKO
JUHAMWKA COCTOAHWA MeuYeHU Bbi3biBAaeT 06eCnOKOeH-
HocTb: Likana Yanna-MNbto — 5 6annos; Lkana PELD —
0 6annoB. CTaTyC HEOTNOXHOCTM B COOTBETCTBUM C
pekomeHgaumuamu UNOS — o6biuHbin. OueHka CKO no
thopmyne KyHaxaHa-bappata 102,6 mn/mMuH/1,73m2
OueHka CK® no dopmyne LLsapua 115,5 mn/mun/1,73m2,
MaumeHT BbINWCaH M3 CTauMoHapa Ans ob6cnefoBaHus
nepep TpaHcNnaHTaLmMe opraxa.

Ba)XHO YMOMAHYTb, UTO Y NALMEHTA €CTb [iBe CeCTpbl,
Yy KOTOPbIX C POXJEHUS MONEeKYNApPHO-reHeTnyeckas
AnarHoctuka noareepauna HT1. bnarojaps csoespe-
MEHHOW [MarHoCTUKe M HauaToOMy fIEUEHMNIO, Y HUX He
PasBUANCb KNMHUYECKWE NPOSABMEHNS 3a60neBaHus, B
OT/IMYKeE OT NX 6paTa, YTo AEMOHCTPUPYET KPUTUUECKYIO
BA)XXHOCTb paHHeN gmarHocTuku HT1 ans npepoTepatie-
HUS Pa3BUTUA TAXKENbIX CUMMTOMOB.

3akntoueHue. Takum 06pa3om, AaHHbIN KNNHUYECKNI
Cnyvail NoauepKWUBAET, UTO FOMO3MFOTHAA MyTaLus B
reHe FAH (p.Pro324Leu) MOXeT NPUBOANTb K arpeccus-
HOMY TeueHMto HT1 ¢ MynbTUCUCTEMHBIM NOPaXKEHUEM.
TpaHCcNNaHTaLUMs NeYeHn 0CTAeTCA OCHOBHbIM METOA0M
fleyeHmns, 0fHaKo Heobxoamuma pas3paboTka anbTepHa-
TUBHbIX NOAXOA0B, TAKWX KaK reHoTepanus u npume-
HeHne aHTU(UBPO3HbIX areHTOB. BaXXHO OTMETUTb, UTO
MyNbTUANCUMNNNHAPHBIA NOAXOA K NEYeHMio urpaet
K/TOYEBYI0 POMb B NOBbIWEHUN 3DHEKTUBHOCTY Tepa-
MUN 1 yAyULWEHUA NPOrHO3a AN NALMUEHTOB C JaHHbIM
3aboneBaHunem.

NuuHblii BKNag. O6LieHNe ¢ poauTensamMn nauueHTa,
OCMOTp NaLMEHTA, N3yYeHue NCTopun 60ne3Hn NaumeH-
Ta, aHanMu3 NabopaToOpPHO-UHCTPYMEHTANbHbIX AAHHbIX,
paboTa C neyawmmn Bpauyamu, HabnAeHMe NauneHTa
B AMHAMWKE, U3YUeHNe NUTepaTypbl U3 3apybexHbIX u
0TeYeCTBEHHbIX UCTOYHWNKOB, NOAIOTOBKA Te3uca.
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