KAnHuyecknm cnydam nosaHen AMarHoCTUKK
raNakTo3emuu

Conosbésa O.A., Epémenko O.C.



[anakTo3emMus — HacneacTBeHHOE ayTOCOMHO-peLeccmBHoe 3abonesaHune, 0byCnoBeHHoe
HeJOCTaTOYHOCTbIO (DEPMEHTOB, Y4aCTBYIOLMX B 0bMeHe ranakTossbl.

e Knaccuyeckmm - ranaktozemusa | tmna, obycnosneHHaa aepmumtom
depmeHTa ranakto3so-1- pochat-ypuamnntpaHcdepasbl (FAT) n Hannymem
rOMO3UIOTHbIX MW KOMNAyHAreTepo3nroTHolX MyTauui B reHe GALT (G/G).
[lebloTnpyeT B HEOHATa/IbHOM NMepuoae € OCTPOro NOPAXKEHUSA NEYEHMU,
cencuca. OTaenbHO BblAENAOT BapuaHT [lyapTe, npoTeKatowmm
beccMmnToMHO.

* HegoctaTtoyHOCTb ranaktokmHasbl (FTAJ1K), yTo npuBOAUT K
BbICBOOOXKAEHUIO MPOMEKYTOYHOrOMEeTabo/1MTa raNakTUKONA,
PA3PYLUAOLLLETO XPYCTA/IMK [N1a3a - ranakrtodemums Il tmna).

e |ll. dedununt ypnanHamdbocdart-ranaktoso-4-anumepasbl (FAS13 nau
anmMmepasbl) — ranakrodemms lll TMNa, MOXKET NpoTeKaTb NErko, MoXeT
noxoanTb Ha | TKN.



PebeHoKk M. Haxoamnca B8 ATMKCUBMT B 2024 r

* Poabl Ha cpoKe 38 4/7 Hepenb

* Bec3110r poct 51 cm

* Anrap 8/9 6annos

 Matb A(ll) rh- pebeHok O(l) rh-

* [lepmnon apantaumnm bes ocobeHHocTEN

* Ha ectecTBeHHOM BCKapM/INBaHUN

* [lynoBUHHbIN OUANPYOUH 26,4 MKM/N; Ha 4 cyTKU BunnpybmuH 250 mkm/n
* HeoHamManbHbIU CKPUHUHZ 83m 8 1-e cymKu X U3HU

* BbinncaH Ha 4-e CyTKU B YyA0BNETBOPUTEIbHOM COCTOAHUM

* Ha 7-e CYTKM }XU3HMN MaTb OTMeTK1a BANOCTb, OTKA3 OT eAabl ->
rocnnUTaan3npoBaH



[laHHble oCMOTPa NPV NOCTYMJIEHUU B CTaLlMOHAP

* Taxkenoe 3a cyeT rmnepobunmpybmHemmnmn, cumntomoB yrueteHnsa LUHC
* }Kentyxa |V cteneHn no Kpamepy

* O4yaroBou HEBPO/IOrMYECKON CUMNTOMATUKM HET,

* MbileyHasa rMnoToHMA, NCTOLLLAEMOCTb pedneKCcos.

e 1bIXaTeNbHOMN HEAOCTAaTOYHOCTU HET

* [emoaMHaMMKa cTabunbHan

* Ha ectectBeHHOM BCKapm/inBaHuK, Bec 2740 r — ybbinb maccbl Tena
11%



Pe3ynbTaTbhl ANarHOCTUKMK

e AMNTB 63,2
* [MpoTpombuH no Keuky 22% MHO 3,53

* HB 190 r/n, TpomboumnTbl 150 X 10° nekoumtbl 10 X 10° ymepeHHbIn
HenTpodunes 6e3 caBura

« AIT 288 ACT 137 11T 44

* [N10KO3a 6 MMob/N nakTaT 3 Mmonb/n

* Y3 neyeHn — b6e3 ocobeHHOCTEMN

* Y3 noveK — He3HauunTtenbHoe pacwmnpeHmne YHJ1C

* YCI'M — ymepeHHada NnepuBeHTPUKYNAPHAA NLWeHnA
e Ix0-KI — 6e3 ocobeHHOCTEN



JleyeHne

* 3MK
* PoToTEpaANMUA

* «CtapToBaa» aHTUbaKTepmManbHada Tepanua: aMmnuuUIINH-
cynbbaKTam € aHTUMUKOTMYECKOM 3aLLNTOM

* NHPY3MOHHAA NoaaepHKKa

* [lepeBod, Ha MONIOYHYO cmecb «npe HAH»



[InHammKa co 2 no 7 aeHb npebbiBaHUA B CTaLMOHape

CoCTOsIHUE TAXKEN0e C NPOrpecCcUpyOLLUM YXYALIEHUEM 33 CYET NOABAEHUA U HapacTaHUA
reMmopparnyeckoro CUHAPOMA — 3KXMMO3bl, KPOBOTOYMBOCTb U3 MECT BEHOMYHKLMN.

AMNTB o 73; npotpombuH no KenKky 14% n BNAOTb A0 HEBO3MOXKHOCTU BbIMOAHUTb UCCNEea0BaHME.
Tpombouutonernmsa ao 20 Tbic.
MoBbiweHne ammunaka 186 mkm/n

Hentyxa c XxonectaTM4ecKMM KOMNOHEHTOM - CHUXKeHue obLero bunmnpybumHa c nporpeccupyowmm
HapacTaHuem npamon ppakumnmn: 234-106 mkm/n (46%)

MpoBoAnIOCHL NOBTOPHOE NepennBaHue Kpuonpeumunutata (Ne5), BBegeHMe nna3meHHbIX PaKkTopoB
cBepTbiBaHMA («npoToKkomnaekca»), C3IM (Ne2), sputpountapHou B3Becn (N2l), TpomboOKoHLEHTpaTa
(Ne1l)

HacnepctseHHana Koarynonatua. Obcy»Kaanca ¢ remaTonorom, COCTOsHME pacLeHeHo KaK BTopMYHas
Koarynonatus Ha GOHe NopaskeHus neyeHun, BPOXKAeHHOe HapyLleHNne CUCTEMbl reMOCTa3a Bbi3blBasIo
COMHEHMUA.



[InddepeHumanbHbln ANArHO3

* TpaKTOBa/ICA KaK OCTpas NeyeHoYHana HeJoCTaTOYHOCTb OC/IOXKHEHHAA BTOPUYHOW KoarysionaTuemn
Ha pOHe HapyweHUa 6eIKOBOCMHTETUYECKOM GYHKLMWN NEYEHWN C ABYMA BO3MOKHbIMU
nepBONPUYNHAMMU:

* UHbEeKUMOHHbIN reHe3: nocesbl Kposw, MNMUP, MDA Ha bakTepmnanbHyto 1 BUpPYCHYto NnaHens (LMB,
BMr 1,2, B3b, Bl 6 TMNa, TOKCON/1a3ma, CTPENTOKOKKU, CTaPUNOKOKKU), - UHOEKLMOHHDIN areHT He
BbifiB/IeH. MapKepbl BocnaneHua («C» peakTuBHbIN 6enok, MNMKT, naktaT) 6e3 3HauMmbIX
OTK/IOHEHUMN.

* BporkaeHHoe HapyweHua obmeHa. Pe6eHOK KOHCYyNbTUPOBAH rEHETUKOM, NPOBOAUNOCH A0
obcnepoBanme (nostop TMC, J1IBO), B aHanM3e Mo4M Ha OpraHNYEeCKUe KUCNOTbl BbISIBJIEHDI
BbICOKME 3HA4YeHUA 5-0KecunpoaunHa, 4-FPlrBK, uto no380AMN0 3aN0A03PUTb XOKUHCUHYPUIO.
3annaHMPOBAHO reHeTMYecKkoe obcnenoBaHmMe Ha HacneaCTBEHHble 60NEe3HM C MOpPaXKEHUEM
ne4yeHM MeTo40M MACCOBOr0 Napan/ielbHOro CeEKBEHNMPOBAHMUA.



JINHAaMWKa COCTOAHWMA

e C 6-ro gHA NpebbiBaHUA B CTaLMOHApe pe3Koe NporpeccmpoBaHmne
reMopparn4ecKkoro CMHAPOMa: KPOBOTOYUBOCTb M3 MECT MHBEKLUUMN, K
7-My OHIO pa3BMaacb remaTypusa Cc nageHnem ypoBHA remor1obmHa
no 60 r/n, rpomboumnToneHmemn ao 20 Tbic.

* [NoaBneHue cpbirMBaHU (Ha GOHe 30HAO0BOTO MUTAHMA MOJIOYHOWM
CMecblo), B3ayTne m 6on1e3HeHHOCTb *KMBOTA, YTO NoTpeboBano
NCKNOYEHMA OCTPOMN XMUpypruyeckom natonornu. Mo aaHHbim Y3
OTMEYEeHOo yBennveHumne paamepos neyenu (KBP 73), pacumpeHue
BOPOTHOM BeHbl (5,4), Hannume BbINOTa MeXAy NETAAMU KULLEYHUKA.



[lpoao¥KatoWaAaca Tepanus

 CMeHa CTapToBOM aHTMbDaKTepMaibHOM TepanmMm Ha NpenapaTbl
pe3epBa

* C3M1, apuTpoumnTapHasa B3BECb, KpnonpeumnmuTat, TPOMOOKOHLEeHTpaT

e DHTEpa/sibHaA Pa3rpys3Ka, ¢ 6-x CYTOK npebbiBaHUA B CTaLlMOHape
nepesegeH Ha rMAPONUIHYIO CMeCh

* OTMmeYyeHa NoNoXKUTENbHAA AMHAMMKA: FTeMOopPParmM4ecKkmMm CUHAPOM
KYyNnUpoBaH K 8 AHO 6one3Hn, Hopmanm3auma Koarynormyeckux
nokasarteneu K 10 aHwo, pebeHOoK CTan akTuBHee, NOABUICA anneTuT,
Ha 14 neHb yaaneH Xenyao4yHbln 30HA.
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PebeHOK Obln BbINMCaH Yepe3 mecsal, C MOMEHTA NMNOCTYNAEHMA C ANArHO30M:
OCHOBHOWU: P 59.9 HeoHaTanbHaA *entyxa HeyToYHeHHas

OCNOXHEHMeE:

K71.0 Tokcnyeckoe noparxkeHne nevyeHM c XonecTasom.

P61.6 pyrue npexoasuwme HeoHaTaAbHble PACCTPOUCTBA KOArynauum —
BTOPUYHAA KoaryaonaTua.

PekomeHA0OBaHO:

* HabntopeHne negnatpa, renatonora reHeTmKa

* BcKkapmnmnsaHue ruaponnsHomn cmecbto «Hytpunak nentm CUT»
* Butamut /1 8 BO3pacTHOU NPOodPUNaKTUYECKON A03MPOBKE

* ypcoPanbK



[locne BbIMUCKU U3 CTduMOHApPAd

* MeTogoM MaCcCOBOro napannesibHOro CEKBeHMpPoOBaHUA NpoBeaeH
aHanU3 KoaupytoLwen nocnenoBaTenbHOCTU 47 reHOB, BbisiB/1EH
NAaTOreHHbIN BapPUaAHT B 3K30He 6 reHa GALT.

* Takum obpas3om, y pebeHKa nmeet mecto ranakrosemua | tuna.

e OTpnuaTEeNbHbIKN pe3ynbTaT HEOHATa/IbHOrO CKPUHUHIA 6bin Bbi3BaH
PAaHHMM 3a60pPOM — B NEPBbIE CYTKU KU3HMN.

* Poautenam pekomeHaoBaHO AMETUYECKOE NMMTaHUe COeBOIN CMeCbio
AN CMEeCU Ha OCHOBeE rMAapPo/ain3aTa Ka3eunHa.



BbIBObl

* MOXHO 3anoa03puTb Haanumne y pebeHKa ranakrozemmm (Knaccmyeckoro |
TMNAa) NP HANNYUM:

e Kentyxu c KpUTUYECKM BbICOKMMU Undpamu bunnpybuHa,
PA3BUBAIOLWENCA OCTPO K KOHLY NEepPBOMN — HAYya/ly BTOPOWN HEAENU KU3HMN.

* [emopparmyeckmmn CUHAPOM, Pa3BUBLLMMNCA HA GOHE OCTPOro
HEYTOYHEHHOTrO NOopPa*KeHUsa NeYeHn B HEOHATA/IbHOM nepuoae.

* [1pn BbIABNEHNM OCTPO Pa3BUBLLETOCA HAapyLLeHNA 6enkoBo-
CUHTETUYECKON GYHKUUK nevyeHun (rmnonpotenHemuu, gepmumTta
Koarynormyeckmx Gaktopos).

* He opneHTUpoOBaTbLCA Ha HaM4YmMe/oTCyTCTBME CUMMNTOMOB NOPaXKEeHUA
HEepPBHOW CUCTEMbI, XPYCTaMKa rnas3a.



