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Heuaee B.H., YepHeHkoe FO.B., MuwuHa O.A., ®edopoea F0.A., AeepbsiHos A.[]. BpoxaeHHbI Merakapuo6nacTHbIN
nenKo3: KNMHNYeckun cnyyan. CapaTtoBCKUI Hay4HO-MeaULMHCKUIA XypHan 2019; 15 (1): 34-40.

OcTpbit MerakapuobnacTtHbiv nenkod (OMKI), ogHa u3 Hanbonee pegkmnx opm oCcTporo nenkosa (okorno 1% Bcex
NENKO30B), OTHOCUTCSA K rpynne nponudeprpyowmx 3abonesaHuii, Ans KOTOPbIX XapakTepHO NPUCYTCTBME B KPOBU U
KOCTHOM MO3re, Hapsay ¢ HeanddepeHuMpoBaHHLIMYM M1bnactammn, MerakapnobnacToB, «ypoanmnBbIX» (M3MEHEHHBbIX)
MerakapuoLmMToB 1 CKOMMeHun TpomboumnToB. [uarHocTvka AaHHOro 3aboneBaHust 3aTpyaHEHa U BO3MOXHA TONbKO
C MCNONb30BaHNEM MMMYHOMOIMMYECKMX METOAOB uccnenoBaHus. MNMpeactaBneH KNUHUYECKUIA CryyYal BPOXOEHHOro
OMKI y pebeHka, coyeTaroLLerocs ¢ Mo3anyHon oopmon 6onesnn [layHa n BpoXXaeHHbIM MOPOKOM cepALa.

KntoueBble cnosa: HOBOPOXIEHHbIE, BpO)K,ELEHHbIIZ nevikos, MeraKapM06nacer||71 neikos, CHOPOM D,ayHa, BpO)K,[]GHHbII;I NOPOK cepAaua.

Nechaev VN, Chernenkov YuV, Mishina OA, Fedorova YuA, Averyanov A.P. Congenital megakaryoblastic leukemia:
A clinical case. Saratov Journal of Medical Scientific Research 2019; 15 (1): 34-40.

Leukemia in children (leukemia) is a systemic hemoblastosis, accompanied by a violation of bone marrow hemato-
poiesis and replacement of normal blood cells with immature blast cells of the leukocyte series. Acute megakaryoblastic
leukemia-one of the rarest forms of acute leukemia (1-3 % of all leukaemias), which is characterized by the presence in
the blood and bone marrow, along with undifferentiated blasts also megakaryoblasts, ugly megakaryocytes and platelet
clusters. The work presents a clinical case of congenital acute megakaryoblastic leukemia in the child S., combined
with the mosaic form of Down syndrome and a congenital heart defect.

Key words: newborns, congenital leukemia, megacarioblastic leukemia, Down syndrome, congenital heart disease.

BBepeHue. Jlenkos y geren (nemkemmnst) — cuctem-
HbIi remobrnacTos, COMPOBOXAAKLMNCA HapyLUeHUeM
KOCTHOMO3roBOrO KPOBETBOPEHMS U 3aMeLLEHNEM HOp-
MarbHbIX KNETOK KPOBW He3pernbiMu GrnacTHbIMW KneT-
Kamu nemnkoumTtapHoro paga. OTHOCUTCS K NEPBUYHOMY
pakoBOMy 3ab0reBaHu0 KOCTHOrO MO3ra, B OCHOBE KO-
TOPOro NEXWUT CUCTEMHAs rMNepnnasnsi KPOBETBOPHOW
TKaHW, CONPOBOXAatoLLasCs OMOMOXEHNEM COCTaBa ne-
pudepnyeckor KpoBm, KOCTHOIO MO3ra 1 NosiIBNIEHNEM B
OpraHu3me O4aroB MaToflorM4YecKoro AKCTpamenynnsp-
Horo kposeTBopeHus [1].

OTBeTCTBEHHbIN aBTOp — Hevyaes Bnagumup Hukonaesuny
Ten.: +7 (905) 3296726
E-mail: v.nechaev64@yandex.ru

B petcko oHKoremaTtonorMm 4acrtoTa nenko3oB
coctaensietr 2-5 cnydaes Ha 100 Teic. peten. Cornac-
HO CTaTUCTMKEe, OCTpPbIA Nenko3 sBnsieTcsa Haubonee
YacTblM OHKOnormyeckum 3aboneBaHMeM [OETCKOro
BospacTa (npumepHo 30%); nopaxaeT feTen B BO3-
pacte 2-4 net, NPeMMyLLECTBEHHO MarbYMKOB. AKTY-
anbHOM npobnemor neguatpumn cnyxut Habnogaemas
B nocriegHve rogbl TEHAEHUMS K pocTy 3aboneBaeMocTu
neviko3amn cpeou OeTel M COXPaHSHLascs BbICOKas
netanbHOCTb [2].

BpoxxaeHHbIN Nerkos noapasaensercs Ha ABe OCHOB-
Hble POpPMbI: nepuHamarbHyr (KIMHUYECKNEe CUMMITOMBI
BbISIBNIAKTCS C POXAOEHWS); HEOHamarsibHyt0 (KNMHU4e-
CK1e CMMNTOMbI BbISIBNAOTCH B NEPBbLIN MECSL, XKN3HN).
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Ocmpeili mezakapuobnacmHeil netiko3 (OMKJI) —
ogHa u3 Haumbonee pegkux OpPM OCTPOro ferkosa
(meHee 1% oOT Bcex NenKo30B y AeTen), Anst KOTOporo
XapakTepHO MNPUCYTCTBME B KPOBU M KOCTHOM MO3re,
Hapsgy ¢ HeauddepeHunpoBaHHbIMK Briactamu, Mme-
rakapmobnactoB, AeOPMUPOBaHHBIX MerakapuouuToB
W ckonneHu TpombounToB. Yalle gaHHas natonorus
BCTpeYaeTcs y AeTen, cTpagarowmx cuHapomom JayHa
(Tpcomus no 21-1 XPOMOCOME), 1 COYETAETCS C BPOXK-
OeHHbIMKM nopokamu cepaua (BMNP) un cocynos. OMKII
OTHOCUTCS K rpynne mMerakapvobnacTHbix nponudepa-
TUBHbIX 3a60neBaHnin N ABNSETCA LUTOreHETUYECKN He-
OLHOPOAHOW FPynmnow, B KOTOPY BXOOAT Kak Nenkosbl C
HOpMarsbHbLIM KapUOTMMNOM, Tak U Cryvan ¢ XapaKkTepHbl-
MW ANS OCTPOro MMenobnacTHOro fenkosa Y1CnoBbIMU
UNW CTPYKTYPHBIMW aHOManusimMu. Beigensitot He MeHee
OEBSITU NOATPYNN C pa3HbIMU XPOMOCOMHbLIMW aHOMaIu-
samm [3].

BpoxaeHHbIN Nerkos, BbIABMSIOWNACA B TedeHue
NnepBOro MecsiLla Mocrne poXOeHusl, MMeeT psig 0Co-
6eHHocTen. B kOoCTHOM MoO3re OOHapyxuBaktTCA Me-
rakapuobnacTtbl, UX OTNIMYUTENbHOW YepTon SABMSETCA
OKpalleHHoe s4po M HeauddepeHUMpoBaHHble Ona-
cTbl. OrpoMHOE KOnMM4ecTBO NENKOLUTOB, KOTOPbIE Bbl-
pabaTbiBalOTCA OpraHM3MoM Afisi 3aWmTbl U 60pbOLI C
WHOPOAHbLIMUN KNeTKaMu, He YCNeBakoT BbIMOSHATL CBOU
yHKLMK, 1 npoucxoaut cbon B paboTe BCEW CUCTEMBI.
B dopmyne kposu B 60MnbLLIOM KONMYECTBE onpegenser-
ca Hanuune remoumnTobrnacToB, a B KOCTHOM MO3re Bbl-
ABMSIeTC 0bunbHasi MHUNLTPALMS NEenkeMUYeCKUMN
knetkamu [3, 4].

Pak kpoBu y geten knaccuduLUMpyoT MO CKOPOCTU
TeyeHust 6onesHn 1 cnocobHOCTU KMNETOK K POCTY U pas-
BUTUIO. Hanpumep, ocTpasa 1 paHHsa dopMa Xapakte-
pu3yeTcsl CTPEMUTENbHBLIM pa3BUTUEM GonesHu, 3aTpa-
rvBatoLLen He3penble KPOBEHOCHbIE KIETKM.

KnuHuyeckas kapTMHa BO MHOTOM 3aBUCUT OT cTene-
HW YrHETEHMS HOPMarlbHOTO KPOBETBOPEHWS U BblPaXeH-
HOCTW BHEKOCTHOMO3IOBbIX MposiBreHnin. CumntomaTu-
Ka npu nerikose o4eHb pa3HoobpasHa, YTO MO3BOSIMIIO
M.A. Bapxally 3aknounTb: «Kaxabl criyd4am ocTporo
nenko3a CTonb pasHoobpaseH, 4YTo 0bs3aTenbHO Aor-
)KeH ObITb onucany [5].

3aboneBaHne TeyeT kpanHe GbICTPO, ANS Hero xa-
paKkTepHbI: BbICOKWI NENKOLMTO3, MHTOKCUKauums, 6one-
BOW CMHAPOM, renarto- 1 CrneHoMeranus, yBenumieHvie
nuMmaTNYecKnx y3rnoB C BbIpaxeHHoOW AnddysHon n
y3MnoBaTon NEWKO3HOW WHMUNABTpaUMEen MHOTMX opra-
HOB (NeyveHb, NOMKENyaoUHas Xenesa, Xenyaok, NoYku,
KOXa, Cepo3Hble 00OMOYKM) U reMopparnyeckuii CUH-
Apowm [6].

OcTpoe Havano 3aboneBaHnsa Habnogaetca y 6onb-
LUMHCTBA OeTel paHHEero Bo3pacTta W XapakTepuayeTcs
6negHOCTBIO KOXM U CM3NCTbIX oboroyek. Jlnuo npu-
obpeTaeT XenTylWHOCTb U 3eMIUCTbIN OTTEHOK, MOsiB-
nseTcs CyxoCTb anuaepmuca, wenywexve [7]. Yacto
obpallalT BHMMaHWe Ha OBLUIMPHbBIE KPOBOU3NUAHMS B
KOXXHble MOKPOBbl U CAM3UCTble 060MOYKM (CUHSKM, re-
Mopparuyeckasi Cbifb) U Apyrne opraHbl. [pu nopaxe-
HUW XKenyoovHo-kuweyHoro Tpakta (XKKT) B kane Ha-
bnogaeTcst NpMMech KpoBM, OTMEYaeTcs vacTasi pBoTa
KPOBbIO, KDOBOTEYEHUS] U3 HOCA, KULLEYHMKA, Nerkux. Y
pebeHka HapacTalT MPOsIBNEHWs MHTOKCMKauusa (cna-
60CTb, TOWHOTA, pBOTA, NMXOpagKa, aHOpPeKCcUsi, rmno-
Tpodhmsa, xaxpga), oTmeyaeTcs abooMUHanbHbIA CUH-
apom, 6onu B cyctaBax, NO3BOHOYHMKE U pa3BMBAOTCA
Tpoduyeckme HapyLleHus. Ha atom doHe BbISIBNAOTCA
MHOXECTBEHHbIE COMYTCTBYHOLLME 3ab0neBaHns, BKIHO-
yasa UHEKLMOHHbIE [8].

YacTo y geten ¢ BPOXAEHHbIM NEeNKO30M BbISIBMS-
€TCH NaTonornsa cepaevyHo-cocyancTon CUCTEMbI (BPOXK-
OeHHble NMOPOKM cepaua, kapautel, aputmun). C Hapac-
TAHMEM TremMaTonorMyeckux HapyLleHuii pas3BMBaEeTCs
nonvopraHHasi HegocTaTtoyHocTb. Habntogaercs npo-
rpeccupytoLlasi TPOMOOUMUTONEHNS, aHEMUS, TENKOLM-
TO3, a Takke yBENMYNBAKOTCS NTMMAOY3rbl U pa3BNBaET-
¢4 renartocnneHomeranusa [9].

CnoxHoctn amnardHoctukm OMKI1T B KnuHu4eckomn
npakTuke obycnoBneHbl peakocTbio 3aboneBaHus, OT-
CYTCTBMEM KITACCUYECKOM cumnTomaTtukum 3abonesa-
HWSI, 3@ UCKNtoYeHnemM BrnegHOCTM KOXM, KoTopas no-
ABNSAETCA 4Yepe3 HEeCKONbKO [HEeW Mocrne poXOeHus.
HeobxogMmMo yunTbiBaTb HanuMyne reMonuTUYecKon
0OonesHn ¢ TpoMOOLMTONEHMEN, NENKOLMTO30M N He-
3penbIMU rpaHynoumMTamu. [uarHo3 noaTBepkaaeTcs
BbISIBMIEHNEM  3PUTPOLMUTAPHBLIX aHTUTEN, YBENUYU-
BalOLLENCa XeNnTyxu U pesynstatamu nabopaTtopHbIX
aHanun3oB. [1ocTaBUTb TOYHbIM ANArHO3 «fnenkos» Bpay
MOXET TOIMbKO Ha OCHOBaHWM Mokasarternen OOMOSHU-
TenbHbIX NabopaTopHbIX MeTofoB obcrnenoBaHus (06-
LWNA aHanmM3 KpoBW; GMOXMMUYECKUIA aHanua KpoBMU;
Guoncust KOCTHOro Moasra, Ans kotopown bepetca Ma-
Tepuan nocpeacTBOM TpenaHauum rpebellka B noa-
B3[OLUHOW KOCTW UNW NyHKUMK rpyauHbl) [10].

Kpumepuu nocmaroeku duazHo3a: 1) BblpaeHHas
nponudepaunss HespernblX KNeTok MWENoUOHOro Wunu
numdoLmMTapHoro paaa; 2) UHUNLTpaunust aTUMN Knet-
KaMun HEreMano3aTUYECKMX TKaHewn; 3) OTCYTCTBME MOObIX
ApYyrux ycnosuii Ans nponudepaumm He3pernbix KpoBeT-
BOPHbIX KMETOK.

HAupepeHyuanbHasi OuacHocmuka. [Oudde-
peHumanbHyto anardHoctnky OMKJT npoBogAT: ¢ OCTpbIM
numdobnacTtHeiM nerikodom (OJ11), xpoHuyeckum mue-
NIoVAHBIM NEeNKO30M, MUENOAUCNNACTUYECKUM CUHOPO-
mom (MIOC), npexoasawimm muenonponudepaTMBHbIM 3a-
6onesaHunem (MMM3), meTacTtazamu onyxonewn B KOCTHbIV
MO3T, BUPYCHOW MHbeKumen (LmTomeranust), CMHAPOMOM
DaHKOHK, NerkeMonaHoN peakumnen n HEKOTopbIMU Apy-
rmmn. MiMmyHonoruyeckue BapuaHTbl nuMdgobnacTHoro
rnenko3a BbIOENSTCS C MOMOLLbO MOHOKMOHaMbHbLIX
aHTUTEen K AnddepeHUMpPoBOYHbIM aHTUreHam fMMgo-
LIMTOB 1 reMOonoaTuyeckmx knetok [11].

B otnuune ot OMKIJI, npu MNMM3 HeT 3HauMTENbLHOM
naHumuToneHnm, brnactbl MOPONOrMyYeckn reTePoreHHbI,
MOTYT NPUCYTCTBOBaTbL JIENKO3pUTpOOnacTuieckmne npu-
3HaKuW, ypoBeHb Bnactemun B nepudgepuyeckon KpoBu,
Kak MpaBwumno, Bbille, YeM B KOCTHOM Mo3re. Torga kak
npu OMKI1 6nactel Mopdonornyeckn MOHOMOPMHLI
N UX NPOLEHT B KOCTHOM MO3re Bbille, YeM B nepude-
puyeckon KpoBu. B oTaenbHbIx criyyasx Habnwopaetcs
TpaHcdopmaums NMM3 8 OMKIJT.

B otnnumne ot T-knetouHoro octporo numdobnacT-
Horo nenkosa (T-OJ1J1), npu OMKI1 He Habniopaetcs
3KCNpeccun Takux mapkepoB T-knetoyHon anddeper-
umpoBkn, kak CD5 u uyutonnasmartuveckoro Mapkepa
CD3. 3kcnpeccusa CD45 (obLwmn nenkoumTapHbIA aHTu-
reH) npu OMIT1 cnabas unun coBcemM He onpeaensieTcs.

OndpdepeHumnansHaa gunarHoctnka ¢ MAC, coue-
TalLLErocs C MOBbILIEHHbIM KONUYECTBOM Merakapuo-
6nactoB, ot M7-BapuaHta OMJ1 moxeT ObITb npobne-
MaTWU4Ha, NPeXae BCEro ecnv Oons MmerakapnoodnacTtoB
B ma3ke okono 20%. Kpowme Toro, npy MOC npumepHo
B 40% cny4aeB BCTpPEYaETCA KIMHWYECKM 3Ha4MMas
Tpombouutonenusi. NMogobHaa cuTyaums YacTo BCTpe-
YyaeTcs npu cuHapome [ayHa.

OnpepeneHHble AUarHoCTUYECKMEe CIOXHOCTU Npea-
CTaBMSsIET CEMNCUC, UMEIOLLNIA CXOXKEE TEYEHUNE C NeliKe-
MougHou peakumen. OHa BCTpeYvaeTcs y MnageHLUes npu
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WHPMLMPOBaHMM CTAdUITOKOKKOM M MPOYMMU MUKPOOP-
raHm3amamu, obycrnoBnMBalLWUMN THOWHbIE MPOLIECCHI.
Mpoucxogut passBuTMe TPOMOOMNEHWM C MpU3HaKamu
XenTyxu, aHeMuu, remopparm4yeckoro guaresa, onpege-
nsieTcs Takke renarocnneHomMeranus. MNMonoxutensHble
pe3ynbTaThl NOcCeBa KPOBU MOTYT ObiTb MNOATBEPXKAEHU-
€M, YTO CEeNncuUc SIBMSIETCA OCMOXHEHWEM BPOXOEHHOTO
newnkosa.

CuHgpom ®aHKOHM (aHemuss annactudeckasi, na-
MUenonaTus KOHCTUTyuMOHarnbHas), npoTekawowmi c
TPOMOOMNEHNEN, TaKkKe MMEET MNPU3HAKN BPOXAEHHOW
nenkemunn. Kak npaBuno, AaHHbIA CMHOPOM MpoTekaeT
0e3 yBenuueHusi NeveHn 1 cene3eHkn, Ho Habnwgaercs
nedopmaunma No3BoHOYHUKA. B onpegenennn pasnuyunn
ucnonb3yeTca Guoncms KOCTHOrO Mo3ra U MccrneaoBa-
HMe KpOBMU.

JlerikemonaHblEe peakumMm B HEKOTOPbIX Cryyasix Ha-
bnopalTcs y AeTet ¢ BPOXAEHHbIM CUUINCOM, CO-
NPOBOXAAKLLUMMCS KENTYXOW, YBENNYEHNEM Pa3MepPOB
CeneseHKM 1 NeYeHun, a Takke KOKHbIMU NPOSIBIIEHNSMMU.
Pasnuuntb cndunuc n BpoXXaeHHy NENKEMUO No3Bo-
NSeT PEHTreHONornyeckoe uccneaoBaHve, BbICOKUIA
NenKoUMTO3 N BbISIBNEHNE B aHanm3ax KpOBU HE3pernbixX
rpaHynoumnToB. Npu cudmnuce He HabnogaeTcs yBenu-
YyeHue ceneseHku, NMMdoyanos 1 neyvexHu [12].

JleueHue OMKI1. Xumuomepanus. [JaHHas meToaun-
Ka nevYeHus 3aKknoyaeTcs BO BHYTPEHHEM BBEAEHUUN LN-
TOCTaTMYECKMX NpenapartoB, MPU CUCTEMHOM AeNCTBUN
KOTOPbIX YHUYTOXAKTCA PaKoBble KMETKM B KPOBU U B
nMMdaTNYecKkon cucTeme.

OnepamusHoe smewamenbcmeo. Onepaunto MOX-
HO YCMOBHO pa3fdenuTb Ha ABa 3Tana: YHUYTOXEHue
BCEX KIETOK KOCTHOrO Mo3ra U nepecagka AOHOPCKOro
MaTepuana B KOCTHYK TKaHb. Takasi O4eHb CIoXHas
npouenypa TpebyeT BbLICOKOro ypOBHSI nMpodyeccuoHa-
nv3ma Bpadyen v TwatensHoro nogbopa goHopa [10, 13].

[Mpo2HO3 3aBUCUT OT MPUYMHHOW aHOManuu, T.e. OT
LUMTOrEHETUKN NENKO3HbIX KreTok. B ogHow TpeTu cny-
YaeB aHOMarbHble MerakapvobnacTtel UMEKT TpPaHCo-
kaumo t (1;22) (p13; q13), BOBNEKaroLLyt0 XPOMOCOMbI
1 1 22, a umeHHo reHsl RBM15 n MKL1, 4yto npuBogut
K 06pa3oBaHNi0 NaToNorM4yeckoro oy3aMoHHOro OHKOMPO-
TenHa RBM15/MKL1. B atux cnyyasx nporHo3 nioxomu.

Ipyras Tpetb cnydaeB octporo OMKI1 BcTpeyaetcs
npu cuHgpome [ayHa u cBsidaHa ¢ myTtauuen GATA1.
Mpn 3TOM NPOrHO3 COMHUTENbHBIN.

MocnegHaa Tpetb cnydaeB OMKIJ1 uMToreHeTu4ecku
HeofHopoAHa (BCTpeYaloTCs pasHble TUMbl aHOManui),
Kak NnpaBuno, ¢ NAoXmmM NPorHO3oMm.

[MporHo3 BO MHOroM 3aBUCUT OT aKTUBHOCTW Noaaep-
XMBaloLLen Tepannun 1 NpOTUBOPELNONBHOIO fedYeHus,
KayecTBa AMCNaHCEPHOro HabntoAeHUs U NPUMEHEHMS
XUMuonpenapartoB, BO3MOXHOCTEN nogbopa [LOHOPOB
ONs NepenuBaHusa KPOBWU U MepecakyM KpacHOro KOCT-
HOro moasra.

BakumHonpodunakTnuka npoBoauTCs No UHAMBUAOY-
anbHOMY KarneHgapr C y4eTOM 3MvMAEeMMUONOrnYeCcKomn
06CTaHOBKM.

MepcnekTuBbl pa3sutus 3aboneBaHus onpenens-
HOTCS1 MHOTMMU (hakTopamMu: BO3pacTOM BO3HUKHOBEHMS
nerikosa, LUMTOMMMYHOMOIMYECKAM BapuaHToM, cTagu-
e anarHoctupoBaHusa U T.4. XyALWWii NporHo3 creayet
oXugatb y AeTen, 3aboneBLUNX BPOXAEHHbIM, OCTPbIM
neriko3oM, B BO3pacTe A0 roga, MMerLLMX numdageHo-
naTuo 1 renaTtocnsieHOMeranuo, a Takke HeMponenkos
Ha MOMEHT YCTaHOBMNEHWS AnarHo3a; T- u B-KneToyHble
BapuaHTbl Nneliko3a, GnacTHbIN rMnepnenkoumTos.

OObIYHO AETU yMUPAKOT OT MPOSBIIEHUI remMopparu-
yeckoro cuHgpoma. B 40% cnyyaeB npu4vHoOn cmepT-

HOCTW MpU BPOXOEHHOM IENKO3e SIBNSIETCA OCHOBHOE
3aboneBaHve, NpUBOASLLEE K HAPYLLUEHNIO KPOBETBOPE-
HUS, YTO BNEeYeT 3a cobon ManokpoBue 1 3puTpobna-
cT03. B octankeHbix 60% crnyyaes k netanbHOMY UCXOAY
NPUBOASIT OCMNOXHEHUs1 3aboneBaHnsi, Takne Kak KpoBO-
TeyeHne (KpoBOM3NUSHME B FOMIOBHOM MO3I, NIErovHoe,
XKENyooYHO-KULLEYHBbIA TPAKT U Op.), TSKenble MHAEkK-
uuu (cencuc, NHEBMOHWSA 1 ap.).

Jetn, 3aboneBwure nevko3oM [0 ABYX FeT, valle
MMelT HebnaronpusTHbIM NporHos. Mcxon 6onesHu 3a-
BUCUT OT BMAa Jenko3a, BO3pacta M nona nauueHTta
(Manbunkm GonetoT Yalle u Tsxenee). OTcyTCcTBUE Ne-
YeHus BCerga ConpoBOXOAETCS NeTanbHbIM UCXOA0M.

B TepMuHanbHbIV NepuMo nenkosa Ha nepBbii MnaH
BbICTYMalT OOLIME CUMMTOMbI, CBA3aHHbIE C TIyOoKu-
MU, HeOBPaTUMbIMM U3MEHEHNSAMY B KU3HEHHO BaXKHbIX
opraHax (monuopraHHasi He4oCTaTOYHOCTb), C yTpaTou
WMMYHOIOTMYECKNX CBONCTB OpraHuama. bonbHble Ha-
XOAATCSA B COCTOSAHMM TSHKENOro TOKCMKO3a, aguHaMmy-
Hbl, YCUIMBAKOTCA MNPWU3HaKW OCTPOW [bIXaTenbHOW U
CepaeyHo-COCyaMCTON  HemocTaTovHOCTH, 6GrnegHocTb
KOXW M CNM3UCTbIX 060MnoYek, HapacTaeT remopparmye-
CKUM CUHAPOM, MPOrpeccupyeT renatocnieHoMeranus,
npucoeaunHATCA NMHPEKLUNOHHbBIE OCNOXHEeHNs [13].

OnucaHune KnuHu4veckoro cny4as. [log Habnto-
AeHneM Haxoauncs HeAoHOLWeHHbIn Manednk C., gata
pomoB 21.05.2018 B 08:33. C 21.05.2018 08:53 pmo
24.05.2018 13:00 neuyuncsa B oOTAENeHUX naTonoruu
HOBOPOXAEHHbIX W HeOOHOLWeEHHbIX aeTter KnuHnye-
CKOro nepuHatanbHoro ueHTpa CapartoBckon obnactu
(OMHHA) Kriy, CO, a 3atem ObiIn nepeBeneH B oTae-
neHve peaHMMauMuM KU MHTEHCMBHOW Tepanuu HOBO-
poxaeHHbIx (OPUTH) ¢ 24.05.2018 no 27.06.2018, a ¢
27.06.2018 no 02.07.2018 neuuncsa B ObnactHon geT-
CKOM KnnHnyeckon 6onbHuue 1. Caparosa. (MY3 COOKB)
B OTAENEHUN peaHuMauum M WMHTEHCUBHOW Tepanuu
(OPUT).

PeGeHok OT BO3pacTHOW MepPBOPOASLLEN KEHLLMHbI
(42 ropa). BepemeHHocTb nATas (4 npeabligywne 3a-
MepLumMe), NpoTekana Ha ooHe recto3a v ANMTENbHO Te-
KyLLllen cbeTonnaueHTapHOM HeJOCTaTOYHOCTH, HapyLue-
HUS MaTOYHO-NIAaLEeHTapHOro KpoBoobpalueHus 1«b»
cteneHun ¢ 30-1 Hegenu GepeMeHHOCTU, XPOHUYECKOM
BHYTPUYTPOOHOW runokcuun nnoga (XBIT1), mHoroBogus
(cTaumoHapHoe neveHue), aHeMumn 6epemeHHbIX, Bapu-
KO3HON BOMEe3HN HUXKHUX KOHEYHOCTEW, OXupeHus 1-i
CTeneHu, apTepuanbHON MNepTeH3nn 2, puck 4.

Ha y4yeTe y akywepa-rmHekonora ¢ 12 Hegenb Oe-
pemeHHocTu. [Mpn nepBoM Y3W-CKpuHUHIE BbISBIEH
puck 6onesnn [ayHa. OcyulecTBrneHa KOHCynbTauus
MEeOULUMHCKOrO reHeTuka 1 npoBedeHa xopuobuoncus
B 13 Hegenb 6epeMeHHOCTW; NoNyYeH HOpMarbHbIN Ka-
puotun (46XY). Bropon Y3WN-CKPUHWHT BbISBUIT HU3KYHO
nnaueHTaumio, n 6bino pekoMeHgoBaHO NoBTOPUTL Y3
yepes OBe Hegenu. B 22 Hegenu rectauumn Haxogunach
Ha CTauMOHApPHOM IleYeHWM B OTAENEHUN NATONOrMm
GepeMEeHHbIX C NOXHbIMU CXBAaTKaMW M HU3KOW MnaueH-
Taunen, aprtepvanbHoOM runepteHsven. bepemeHHas
nonyyana cnasMOnUTUKKW, NEeYEeHWe BapuKo3a HUKHUX
KOHEYHOCTEWN, YpOoreHnTanbHoro kaHangosa. lNpoeseneHa
NoAroToBKa JekcamMeTasoHoM A0 24 Hefdernb rectauuun.
B 36 Hepnenb 6epeMeHHOCTM CoCTaBMeH OnepaTyBHbIN
nnaH pogopaspeLleHus.

Poapbl nepBble, NpexxaeBpeMEHHbIE NPU CPOKE recta-
uun 36 Hedernb NyTeM NMaHOBOW onepauun «kecapeso
ceveHne» Mo NoBOAYy HMU3KOW NaueHTauum u Bo3pacTa
nepsopogswen. OkononnogHble Bogbl cBeTnble. Po-
OUNCs XMBOW HEOOHOLLEHHbIN Manbink ¢ Maccomn Tena
2400 r, gnmvHon Tena 47 CM, OKPYXXHOCTbIO ronoBbl 32
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CM U oKpyHocTbto rpyan 30 cm. OueHka no wkane An-
rap cocrtaeuna 7,8 6anna. /13 pogunbHoro 3ana pebeHok
nepeBefeH B OTAENEHNE NATONOrMM HOBOPOXKAEHHbLIX U
HefoHOLWeHHbIX aeTen. Mpynna kposu matepu: O (l), pe-
3yC NonoXuTenbHbIi, rpynna kposu pebenka 0 (1), pesyc
NONOXUTENbHbIN.

M3HavanbHO cocTosiHe pebeHka pacLeHnBanochb
Kak cpegHeun TAXKeCTH, 3a CYeT BANOCTU, eANHUYHBIX ne-
TexnarsnbHbIX 3NIEMEHTOB Ha KOXE.

B knuHnyeckom aHanmae kposu ot 21.05.2018 (nep-
Bble CYTKW XW3HW) OBHapyxeHo: remornobuH 202 r/n,
aputpountsl 4,48x10"? B 1 n, nenkountbl 137,6%10°B 1
n, TpomboumTbl 236x10° B 1 n, HopmobnacTel 47:100,
toHble hopmbl — BnacTHble 75, muenoumnTel 3 (Heand-
bepeHUMpPOBaHHbIE — KMETKM KPYMHOTO U CPEeLHEero
pa3mepa C OKpyrnbIM 4p0OM, rpy6oBaTbiM XpOMaTUHOM,
HEYETKMMU HYKIleonamMu; B 4acTu KrneTok obunbHas 6a-
30dmnbHas uutonnasma ¢ pecToHYaTbiMU KpasMm nnm
BaKyonusaumen, C AMNVHHBIMKA OTPOCTKamu, C asypo-
hVNbHOM 3EePHUCTOCTLIO; OOPbLIBKM LMTOMNasMbl), na-
noykosiaepHble HenTpodunbl 12%; cermeHTosaepHble
HenTpodunbl 4%; 3o3nHodunel 0%; numdountbl 5%;
MoHoUnTbI 1%; apuTpounTbl ¢ 6a30UNBLHON 3EPHUCTO-
CTbH0, aHM30XPOMMUSI, MONKNNOLMTO3. [TOBTOPHbLIN aHanm3
KpOBW 4Yepes3 ABOE CYTOK rnokasan: remornobuH 186 r/n,
apuTpountsl 4,03x10"? B 1 n, nerkounTbl 169,3%x10°B 1
n, TpomboumTbl 141x10° B 1 n, HopmobnacTel 29:100,
IOHble popMbl — BriacTHble 65, muenounTbl 5, Nnpomu-
enounTbl 5, MmeTamuenouunTsl 5, NnanovkosaepHbIe HER-
Tpodhunel 6%; cermeHTosaepHble HenTpodunbl 12%;
numcpounTtbl 3%; MmoHOUMTbI 1%.

lpedeapumernbHbili OuacHo3: BpoxOeHHbIN OCTPhbIN
nerikos. CnHgpom JayHa? BpoxaeHHbI NOpok cepaua
(BMC)?

Ob6bekmusHbIli cmamyc Ha mpembuU CymKU XU3HU.
TskecTb cocTosiHMSA 0OycrnoBneHa MHTOKCUMKaLMEN, Bbl-
paXKEeHHbIMW TEeMaToNorMYeckMMM HapyLleHuaMn (newm-
kemus1), runepbunupybrHemnen, cumnTomamy OCTPOW
ObIXaTenbHOW  HEOOCTAaTOMHOCTW,  HEBPOIOrMYeCcKomn
CMMMTOMATMKOA Ha ¢poHe HEeOOHOLUEHHOCTU (CPOK re-
ctauun 36 Hefenb), HU3KOM MacChl Tena npu poXaeHNN.
PeGeHok Bsnbii, ABUratenbHasi akTMBHOCTb CHWXKEHA,
nosa nonydnekcopHasa. Cyaopor n runepecresmm He oT-
Meyanock. TOHYC MblILLL, AU PY3HO CHUXEH. Bedycnos-
Hble pedneKkcbl CMMHANbHOW TPynMbl YrHETEHbI, CYXO-
XWnbHble pedneKchbl CHUKEHbI.

KopmneHue ycBavBaeT B MOSIHOM Ha3Ha4Ye€HHOM 00b-
eMe, COCET CaMOCTOSITENbHO U3 poXKa C NepemMeHHbIM
yCcrnexoMm, nepexoq Ha 30HA0BOE BCKapMIMBaHue.

KoxHble MOKpOBbI Tensble Ha owynb, 6neaHble C
OIMMBKOBbBIM OTTEHKOM. COXpaHSTCA eanHUYHbIE neTe-
XuanbHbIe 3NEMEHTbI Ha NIULE 1 TYNOBULLE, HOBbIX 3re-
MEHTOB CbINU HET. [0BbILLIEHHON KPOBOTOYMBOCTU HE OT-
MeyaeTcs. Buammble cnmusnctble YUCTble, BIaXHbIe.
MogKoXXHO-XMpOBas KneTyaTka pasBuTa HELOCTATOYHO.
Mop4yentocTHble, 3agHME LEVHbIE, MOAMbILLEYHbIE U Na-
XOBbl€ NMMMA0Y3rbl HE NanbAVPYIOTCS.

[bixaHne camocTosITENbHOE, MPOBOAUTCS pPaBHO-
MEPHO MO BCEM JEroYHbIM MOMAM, My3purbHoOe, yme-
peHHO ocrabneHHoe B 6GaszanbHbix oTAenax. Xpunbl
€OUHNYHbIE KpenuTupylowme. TaxunHod yYMepeHHoe
CMeLLaHHOro xapakrepa, npy 6ecrnokoncTBe C y4acTuem
BCMOMOraTenbHOW MyCKyrnaTypbl B BUAE NErkoro BTsxe-
HUS1 MeXXpPebepUun N HUKHEN TPETU rPYAMHbI Ha BAOXE.

ToHbl cepaua pUTMUYHBIE, NpurnyLleHbl. [paHuubl
OTHOCUTENBHOW CepAEYHON TYMOCTU pacLUMPEHbI BIIEBO
Ha 1,5 cm, BnpaBo Ha 1 cm. BeicnywinBaeTtcs cuctonu-
YECKUM LWYM CpefHEen WMHTEHCUMBHOCTWM Hag obracTbio
cepgua (Bepxyluka cepgua n B Todke botkuHa). Memo-

AvHaMmuKka He HapyweHa. Cumntom «6enoro nsTHa» oOT-
puuaTenbHbIN.

YKvBOT nmpu nmanbnauumn Msrkuii, 6e360ne3HeHHbIN,
06bI4HOM hopMbl 1 pa3MepoB. [epucTansTika ymepeH-
Has. IMynoBuHHbIM ocTaTok nog ckobkorn. ObpallaeT Ha
cebsi BHMMaHWe renaTonueHarnbHbli cuHapoM. MeyeHb
yBenuyeHa u nanenupyetcd Ha 4,0 cM HuXe npaBoro
Kpasi pebepHoM Ayru, NoTHO-3MacTUYECKOM KOHCUCTEH-
UMW, Kpawn 3akpyrieH, rmagkui; ceneseHka yBenuuyeHa
[o +3 cm, B AuHamuke pasmep yBenuumsaetcd. Ctyn
nepexodHeln. MoveucnyckaHve JoctaTtodHoe, Moya Ha-
CbILLIEHHO-XENTOoro LBeTa.

HasHayeHo v npoBegeHo obcrnegoBaHve B criegyto-
wem oobeme:

1. KpoBb Ha cudmnumc ot 21.05.2018. PIMNP — otpu-
uatenbHas, PMIA — oTpuuartenbHas.

2. PeHtreHorpadus opraHoB rpygHon knetku. O6Ha-
py>XeHO yBenuyeHue TeHu cepgua 3a cyet BI1C.

3. Y3M mosra — HewnpocoHorpadumsa ot 21.05.2018
n 22.05.2018. 3akntoyeHne: NepuBEeHTPUKYNSpHas uile-
Mus.

4.Y3W 6ptowiHom nonocTtun nnoyek ot 21.05.2018. Bbli-
aBneHa cnneHomeranus (44x27 mm). Ot 22.05.2018 —
renatoMeranusi, yToreHne CTEHOK XEN4yHOro nysbips,
CYHAPOM CryLleHus xenyun. CnneHomeranus n anddys-
Hbl€ U3MEHEHUSA MOYeEK.

5. OcmoTp Bpayva HeBponora ot 22.05.2018. BbisiB-
neHa uepebpanbHas nwemuns 1-i cteneHu.

6. Onpegenenue rpynnsl kposu. pynna kposu 0 (1),
Rh (+) nonoxutensHbii. PeHotun CcEeCell (-).

7. OcMOTp Bpaya OKynucTa — He3aBepLUEHHbIN Ba-
ckynoreHe3 obowux rnas.

HasHauyeHHOe neyeHue:

1. PebeHKy nokasaHbl: Ne4YebHO-OXpaHUTENbHbIN
pexXvM, MOHMTOPHOE HabnoaeHne, HaxoXaeHNe B KyBe-
3e. NMpoBoauncsa yyeT BOOHO-3MNEKTPONUTHOro GanaHca,
anypesa. OcyuiecTBnsnach nogadya yBrnaXHEHHOro Kuc-
nopoga. dotorepanuio MPOBOAWIMN B PEXUME Henpe-
pbIBHOrO 0OOMny4YeHns cneumanvM3npoBaHHOW Namnon C
21.05.2018 no 24.05.2018.

2. BckapmnvBaHue aganTUPOBaAHHOM MOMOYHOM
cmecblo «HyTtpunak MNpemuym MNpe» no dusmonornye-
ckon notpebHoctn (Pr1) ¢ 21.05.2018 no 24.05.2018.
MpoBoaunacek MHMY3NOHHaa Tepanusa B obbeme Ol +
AononHuTenbHo obbem Ha cdoTtoTtepanuio ¢ 21.05.2018
no 24.05.2018.

3. AHTMBMOTHKOTEpPanMs ocyLlecTBnAnNack npenapa-
Tamu: amnuumnnuH B gose 100 mr/kr maccel Tena B CyT-
kn, no 60 Mr 4 pasa B AeHb, BHYyTPMBEHHO MUKPOCTPYWHO
c 21.05.2018 no 22.05.2018. BTtopbiM aHTUBMOTMKOM
Ha3Ha4yeH reHTaMuuuH B ose 2,5 Mr/kr B cyTku, 6 mr 2
pasa B AeHb BHYTPMBEHHO MUKpPOCTpynHO ¢ 21.05.2018
no 22.05.2018.

4. BHYTpUBEHHbBIN UMMYHOrNOByNuH — rabpurnobmnH
no 9,6 mn co ckopocTbto 5 mMn B yac ¢ 21.05.2018 no
23.05.2018.

5. MNpoBoannack renaTonpoTeKkTopHas Tepanus (re-
naTomeranus U BbICOKME MoKa3aTenu nevyeHouHbIX dep-
MeHTOB) — acceHumane H no 2 mn 1 pas B 4eHb BHYTpU-
BEHHO kanenbHo ¢ 23.05.2018 no 24.05.2018.

3a Bpems npebbiBaHus B ONMHH[ cocTosiHme ¢ oTpu-
LaTenbHON AMHAaMUKON 3a CYET HapacTaHus AblxaTenb-
HOW 1 HEBPOMOIrM4YECKON CUMNTOMATUKM, COCTOSIBLLErOCS
NIEro4YHOM0 M XKeNnyAo4HOro KpOBOTEYEHMWS, yXyALIeHUs
remartornormyeckmx nokasatenen. 24.05.2018 s 13:00
pebeHok Obin nepesegeH B OPUTH ansa pganeHewnwero
obcrnenoBaHnsa 1 nedeHuns.

Mopdonorvyeckn BbISIBIIEHO NMPUCYTCTBME B KPOBU
OFPOMHOIO KONMU4YecTBa FENKOUMTOB M, Hapsgy C He-
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anddepeHumpyemMbiMy BriacTHbIMK KNeTkaMu, Meraka-
probnacToB, aMeMeHTOB C GnacTHbIM, HO rpyboBaTbiM
N TUNEPXPOMHbBIM S4POM, Y3KMM 0604KOM LMTONNasMbl,
UMeLLEeN HepeaKo HEepPOBHbIA KOHTYP M3-3a HUTEBWA-
HbIX OTPOCTKOB (OKpacka no PomaHoBckoMy — [Mm3e).
B KpoBM 1 KOCTHOM MO3re BCTPEYATCA ypoanBbIe Me-
rakapuoLMTbl, OCKOMKU S4ep MerakapuoumnToB U CKonse-
Husa TpombouuTtos (puc. 1, 2, 3).

3a Bpems npebbiBaHusa B8 OPUTH coctosiHne octa-
etca TskenbiM. MNMposoannu UBJ1 B pexume SIMV ¢ na-
pameTtpamu: FiO2=0,5, f=40 B muH, Pip=19 cm Bog.cT,,
PEEP=5,5 cm BOA.CT., MHOTpPONHaA Tepanus OTMEeHeHa
19.06.2018. MNutaHne yceamean no 20 mn 8 pas B CyTKM.
XuoT yBennyeH B o6beMe 3a cyeT renatocnieHomera-
nvn, nepucTansTuka BbicnywmBaeTtcsa Banas. Ctyn 6bin
camocTosATenbHbIN. MoveucnyckaHve no katetepy, Au-
ypes 3a npegplaylime cytku coctasun 1,8 mn/kr B vac
Ha poHe cTUMynsauumM ypoceMmaom 1 BEPOLLMUPOHOM.
MHY3nOHHO-TpaHCy3MoHHaa Tepanusi OCyLLEeCTBNSA-
eTcs Yepes PYHKLMOHUPYHOLLMIA NOOKMOYMYHbIN KaTeTep
crpaBsa, NPU3HAKOB BOCMNaneHus He 6bIno.

[ns yTouHeHus guarHosa v Mopdornornyeckoro Ba-
puaHTa OCTpOro fenkosa pebeHok Obin KOHCYNBTMPOBaH
B KNnuHuke rematonorun CIFMY, kpoBb pebeHka oTnpas-
neHa B ®IrbY «HaumoHanbHbIN MEAULMHCKUIA nccneno-
BaTeNbCKUA LEHTP AETCKOW remaTonornm, OHKONorum u
ummyHonorun um. Omutpust Poradesa» MuHagpasa Poc-
cMn — nabopaTopuio LIUTOreHETUYECKOM 1 MONeKynsip-
HOW FrEHETUKU.

[MpoBeneH dparmeHTapHbii aHanu3 reHa FLT3 Ha
Hanuyue TaHgemHblx gynnukaumn FLT3 — ITD (3k30HbI
14—15), bparmeHTapHbIi aHann3 reHa GATA1 (3K30H 2).

CekBectnpoBaHue no CoaHrepy TapreTHon obna-
CTU — KOAMPYIOLLMX U npunexalimx obrnacten 3K30HOB
reHoB NPM1 (3k3oH 11), KIT (3k30HbI 2, 811, 17), FLT
(ak30H 20), GATA1 (3K30H 2).

BaknoueHue o uccrnedosaHuro: BbISIBNEHbI MyTa-
UM B 30He 2-ro reHa GATA1c 195-196 insGAGTGCC
(Pedb.NM-002049.3), npuBogdame K CABUTY paMKu
CUMTBIBAHUS MpWU TpaHcnaummn Tpunnepos B 6enok (NP-
002040,1p.A1a66G1nfs*4), 4TO NO KpUTEPUSM WHTEpP-
npetaumm oTHocuTca K kateropum PVS1 (natoreHHbIv
«OYEHb CUMNBHbINY).

[Ons yTouHeHnsa dopmbl 6onesHn JayHa npoBeneHo
MOJEKYIISIPHO-4UMoO2eHemu4yeckoe uccriedosaHue re-
pughepuyeckol kposu oT 23.05.2018: BbIsIBNEH reHepa-
N30BaHHbIN MO3anLmM3m no 21-i XxpoMOCcoMe, rae narto-
noruyeckmn knoH coctaenset 95%, a HopmanbHbI 5%.
CuHOpom [ayHa nodmeepd0eH 8 Mo3au4yHoOU ¢hopme.

lMpoBeaeH KOHCUMIIMYM Bpadel C y4acTueM Bpada-re-
maTonora ot 21.05.2018 n 23.05.2018.

PeweHue kKoHcunuyma. lNporpammHas xummuoTtepa-
MMs1 MO COCTOSIHUKO He MOKasaHa, PEKOMEHO0BaHO Mpo-
OOMKNTb CUMNTOMATUYECKYIO Tepanuio. Bkniounts B Te-
panuio 6-mepkanTonypuH (cornmacve martepu nony4yeHo)
B f03e 1/8 TabneTkn 1 pa3 B CyTKM SHTeparnbHO (4epe3
30HA). KoHTponb OAK (exegHeBHbI), BUOXMMUYECKOTO
aHanmsa KpoBu (MOYEBMHA, KpEaTMHWUH, 3NEKTPONUTHI),
yyeT avypesa, BOOAHO-3MeKTponMTHOro 6anaHca, Macchbl
Tena. MNporHo3 ans xu3Hn HebnaronpuaTHLIN.

Ha ocHoBaHUM nepeyvncrieHHbIX UCCNefoBaHWI Bbl-
CTaBMEH KIUHUYEeCKUl OUua2HOo3:

OcHoeHoli: OCTpbIi MerakapoLmUTapHbIn nenkos. M7.

Conymcmeyrowjuti: LiepebpanbHasa vwemus Il cte-
neHn, cuHapom yrHeteHusa. BIIC. [NogaopTanbHbini
OMXI 0,67-0,7 cm. OO0 0,55 cm. OAIN 0,42 cm. Hesa-
BEPLUEHHbIN BacKynoreHe3 oboux rnas.

OcnoxHeHusi:  [emopparnyeckui
CTOSIBLUEECS  JIErOYHO-XKernyaoyHoe

cuHapom  (co-
KpOBOTEYEHNE

MNEJUATPHUSA

Puc. 1. Masok nepudepuyeckoit kpoeu. OCTphbI NENKo3 ¢
XapakTepHbIMU GNacTHLIMU 3rEMeHTaMu, MerakapuouuTaMmm u
rMnepnenkoLmMTo3om

Puc. 2. Ma3ok nepudepnyeckon Kposu. YBenmyeHme Konmye-
cTBa MerakapuouuToB, 6nacteMusi ¢ xapakTepHOW KpynHON
hroNeToBON 3€PHUCTOCTLIO, OBUIBHO 3anONHALLEN LMToNNas-
My KNeToK

Puc. 3. KapTuHa nepudepunyeckor KpoBu npy 0CTPOM fenkose
y HOBOPOXAEHHOro pebeHka ¢ BbICOKMM NEeNKoLMTO30M, bnacTte-
MWEN N MerakapnoLuTo3omM

24.05.2018). ObixaTenbHas HegocTaTovHocTb Il ctene-
Hn. OcTpasi cepaeyHo-cocyamcTad HegoCTaTOYHOCTb.
OHTepanbHasi He4OCTaTO4HOCTb. NeyeHoYHas HegocTa-
TovHOCTb. bonesHb [layHa, mo3anyHasa dopma.

@oHosnbIl: HegoHolweHHOCTb c.r. 36 Hegenb. Huskas
Macca Tena npu poXxaeHuu.

Mo pekomeHOayuu eemamorio2o8 Xumuomepanuro
nposodunu npenapatom 6-mepkantonypuH no 1/8 Ta-
6netku (6,25 Mr) yepes xenygoyHbln 3oHA ¢ 29.05.2018.

OHTepanbHoe nuTaHue: cMechb «HyTpunak MNpemuym
Mpe» kaxable 3 Yaca nNofg KOHTPOSIEM COLAEPXKMMONO Xe-
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nypka c 29.05.2018, a Ha 20.06.2018 pebeHok ycBavBa-
eT no 20 mn kaxable 3 yaca.

C uenblo yMeHbLUEHUS MpefHarpy3kun, CHDKEHUS
[aBrieHnsi B NpaBoM npeacepanv nu Manom Kpyre KpoBo-
obpalleHus ncrnonb3oBanu KanoTteH B Aose 1,5 mr/kr B
CyTKM Yepes 30HA B ABa BBeaeHus ¢ 02.06.2018.

lMpn KpoBOTEYEHUWM BHYTPUBEHHO OCYLLECTBMSNACh
TpaHcdy3msa TpombokoHueHTpata rpynnbl 0 (1), Rh (+)
nonoxuTenbHbin 04.06.2018.

HeodHokpamHo rnposodunack eemMompaHcgy3usi
3PUTPOLUTHON B3BECWU C PECYCNEHANPYIOLLUM pPacTBO-
powm rpynnbl O (1), Rh (+) nonoxutensHbin ot 02.06.2018,
a Takke TpaHCy3n0 OTMbITbIX SPUTPOLUTOB OT
15.06.2018.

KonnyectBo nemkouutoB B nepudepmnyeckon Kposu
C NepPBbIX CYTOK XWU3HW ObINo 3Ha4MTenbHbIM: 137,6%10°
B 1 11} K TPETbMM cyTKaMm nenkounTos goctur 169,3x10°
1 N, ¢ 6oNbLXM KONMMYECTBOM ONacTHbIX KNETok. 3aTtem
Ha (poHe LMTOCTaTUYEeCKON Tepanum NENKoLUTO3 Havan
CHWXaTbca U K 12.06.2018 coctasun 13,3x10°B 1 n, a kK
20.06.2018 cHuauncsa go 3,5x10° B 1 11, CO CHMXEHUEM
1 BnacTHbIX KINETOK.

Ha 20.06.2018 cocTosiHMe o4YeHb TsKernoe 3a cyeT
nonvopraHHon HegoctatovHocTn: OOH 3, OCCH, no-
YeyHast HeOOCTAaTOMHOCTb, MEYEeHOYHas HeaocTaTou-
HOCTb, 3HTEpanbHad HeAOoCTaTOYHOCTb, remMartornorvye-
CKMWEe pacCTPOMCTBA, HEBPOSIOrMYecKkas CUMMNTOMaTuka
Ha doHe HepoHoweHHocTu. Co3HaHue yrHeTeHo. lMo3a
BSAITON 3KCTEH3UN. Peakunsi Ha OCMOTP: €AVHUYHbIE OBU-
XXEHWA KUCTEM M CTOM, rnasa OTKpbIBaeT, 3paykn S=D,
doTopeakumnsa cHmwkeHa. TOHyC MbIwL, ANdY3HO CHU-
XeH, dusmonornyeckme pedrekcsl yrHeteHsl. bonbLuon
poaHMYOK 1%X1 CM, Ha YpOBHE KOCTEW 4depena, He Ha-
npsbkeH. Cypopor He Habntogaetcs. Koxa 6negHo-Boc-
koBas. Bugumbie cnusnctole BnaxHble, GnegHo-po3o-
Bble, YACTble. BbipaXKeHHas OTEYHOCTb MSATKMX TKaHEeW.
VMBI B pexume SIMV. [ObixaHue ¢ AByX CTOPOH B CUM-
METPUYHbIE OTAENbl NPOBOAUTCHA OAMHAKOBO, >KECTKOE,
ocnabrneHHoe B 6asanbHbIX oTAenax ¢ AByX CTOPOH. B
30Hax ocrnabneHus 3By4YHble MeNKony3blipyaTble Xpumbl
B YMepeHHOM KonuyecTse. [pu caHauum Tpaxewn cnu-
3ucTas MokpoTa B GomnblioM KonuyecTBe. TOHbI cepa-
ua myxve. Putm npaBunbHbin. LLym cuctonmyeckun B
npekapguanesHoi obnactu. Cumntom 6enoro nAaTHa OT-
puuartenbHbini. [ynbc Ha Ny4yeBbIX apTepUsX yOOBNETBO-
PUTENBHOTO HaMONMHEHUSI N HaMPsPKEHUS. DHTepanbHoe
nutaHne ycsaveaeT no 20 mn kaxable 3 4aca. XKusot
yBenu4yeH B obbeme, rmybokasi nanbnaumsa 3aTpygHeHa.
Mepuctanstuka Banagd. NynoyHas obnacTb: NpM3HakoB
BOCMnaneHus Het. lNeyeHb yBenuyeHa W BbICTynaeT Ha
6,5 cM 13-nog npasoro kpaa pebepHon Ayru, NrnoTHas.
CeneseHka Ha 3,5 cM u3-noga nesoro nogpedepbs, NnoT-
Hasi, 6e3bonesHeHHas. MounTcsa no kaTeTepy, Moya xern-
Tas, KOHUeHTpupoBaHHas. [nypes cHusunca go 1,2-1,5
MIT/KT B 4ac, HECMOTPSA Ha CTUMYMSLMIO MOYErOHHbIMU
npenapatamu. CTyn camOCTOSITENbHbIN, OKPALUEHHbIN.

24.06.2018 oTmevanocb peskoe CHMKeHVe auypesa
0o aHypwuu. NpoBegeH KOHCUIMYM Bpadven B cocTaBe
OETCKNX XMPYProB, NPUHATO peLLeHne O Hayane nepu-
TOHeanbHOro Avanusa U ycTaHOBKE MepuTOHeanbHOro
kateTepa. PelleHne KOHCUnNuym: xmMmmotepanusa 4O Mo-
MeHTa MOBbILLEHUS YPOBHS NenkounToB Ao 2—3%10° B 1
n. KopmneHne oTMEHEHO B CBSA3WM C reMopparnyeckmm
CMHAPOMOM (enygovHoe kposoTeyeHue). C 27.06.2018
nepuToHearnbHbIN KaTeTep nepecTan PyHKUNMOHMPOBATb.
lMpoBeadeHne nepuTOHeanbHOro Auanv3a MpUoCTaHOB-
NeHo, 3anof03peHO HapyLLeHre nokauun katetepa ang
Avanusa. BeinonHeH peHTreH GproLLHON NONOCTK, KOHeL,
KaTeTepa BU3yanu3npyeTtcs B anuractpanbHoi obnacTu,

OIS KOPPEKLMM NOMOXEHUS KaTeTepa 1 NpoBeAeHMUs ne-
puTOHeanbHoro ananunsa pebeHok nepesoautca B Y3
CO[IKB.

Mpu noctynnennn B OPUT COOKB cocTosiHme Tsxke-
noe 3a cYyeT NonMopraHHoOW HeJoCTaTOMHOCTM Ha OOHe
nporpeccupytowero OMKI, [IH 3 cT., HeBponornyeckoro
aeduuyuta, remopparmyeckoro cuHgpoma, OCCH. Mpo-
pormkeHa MBI B pexxum SIMV ¢ BbiICOKMMKU NapameTpa-
MU, MHOTPOMHas Noadepxka cepaeyHo-CoCyaMCTon aes-
TenbHocTn. CoctosiHe pebeHka Ha hoHe NPOBOAMMOrO
neYyeHns pacLieHNBANOCh Kak KpalHe TsKenoe 3a cuyet
CMHOPOMA MONMOPraHHOM HeLOCTATOYHOCTH.

Mpu noctynneHunn pebeHKy npousBedeHa pPeBU3US
nepuToHeanbHOro kartetepa, BO30OHOBMEH MepUTOHe-
anbHbIA Ananua ¢ NONOXUTENbHbIM 3(PEKTOM: exe-
OHEBHO Monyvanu yneTpodunbTpaunio, OAHaKO Co-
XpaHanacb ONUroypust B AarbHENLIEM C MNepexoaoMm
B aHyputo. [MOBTOPHO oOTMeYvancst remMopparmyeckun
cuHapoM, 4yto Tpebosano TpaHcdysum C3I1, Tpombo-
LMTapHOro KoHueHTpaTa. CoxpaHsnacb aHacapka. OH-
TepanbHO ycBavBan C NepeMeHHbIM YCNeXoM, CTyr Obin
camocTosiTenbHbin. 02.07.2018 3adukcuposaHa 6paau-
kapgus oo 50—60 B MUHYTY, He YyBCTBUTEMbHAs K BBe-
AeHnto atponuHa, Ha OKI™ BbisiBNeHa NonHas aTpuoBeH-
TpUkynsipHasi 6rokaga. KoHcynbTMpoBaH Kapamonorom,
Tepanusa n TakTuka BedeHust cornacosaHbl. 02.07.2018
B 12:35 kputudeckas Opagukapous C nocriefyroLlen
acucTonuen, peaHMMaLUnoHHbIE MePONPUSATUS B NOSTHOM
obbeme B TeueHne 30 MuHyT, 6e3 acpdekTa.

HanpaensieTcs Ha naTtonoroaHaToMU4ecKoe BCKpbl-
TUE C 3aK/ToYUMesbHbIM KITUHUYeCKUM OuagHO30M: Kopg,
no MKB-X: C 94.2.

OcHosHoti: OMKI1. M7. CoctosiHue nocne remo-
TpaHcdy3nm ceexezamopoxeHHoln nnasmbl (C3I1) rpyn-
nbl O (1), Rh (+) (o1 24.05.2018; 01.06.2018; 04.06.2018;
24.06.2018; 25.06.2018, 27.06.2018, 01.07.2018 wun
02.07.2018), TpombouuTHOro kKoHLeHTpaTa (o1 04.06.2018
n 28.07.2018), sputpoumnTHon B3Becu (o1 02.06.2018 un
01.07.2018), otmbITbIX 3puTpouuToB (o1 15.06.2018 un
26.06.2018). VIBI1. MNepuTOHeanbHbIn Ananus.

Kownkypupyrowud: BIC. [MopaoptanbHbii OMXKI
0,76 cm. MexnpencepaHoe coobuieHre o 0,6 cm. OAT
0,43 cm. Peryprutauusa Ha nynbMOHaNbHOM U TPUKYCNN-
AanbHOM KnanaHe 2-i CTeneHu.

OcrnioxHeHus: TonnopraHHas HegocTtaTtoyHocTb (OH
3 ct., OCCH, ocTpoe no4evHoe noBpexaeHue, ctagus
onurypuu, aHacapka, rmgponepukapg, ne4yeHovHo-Kne-
TOYHas HeOOCTaTOMHOCTb, OCTPbIV renaTtuT, BTOpUYHas
Koaryrnonartusi, aHTepasibHasi He4OoCTaTO4YHOCTb, Lepe-
OpanbHasi HegoCTaTOYHOCTb). AHEMUSI cpedHel cTene-
HU TSOKECTW.

Conymcmeytouwjue 3abornesaHusi: pe3ngyanbHas dH-
uedpanonatmsa, CMHAPOM TOHYCHbIX HapylleHui. Hesa-
BEPLUEHHbIV BackynoreHe3 oboux rnas.

@oHoebIll OuacHo3: HepoHolueHHocTb 36 Hepenb.
Huskass macca Tena npu poxageHun. CuHgpom [ayHa
(mo3aunyHaga dopma).

NamonozoaHamomuueckuli duazHo3: kog no MKB-X:
C94.2:

OcHosHoe 3abornesaHue: OMKIT. M7 (ummyHodeHo-
TunupoBaHue: uccnegosaHve ot 22.05.2018). Cocrtos-
Hue nocne remotpaHcdy3um C3l1, TPOMOOLIMTHOIO KOH-
LeHTpaTta uU 3pUTPOLMTHON B3BeCU. [lepuUTOHeanbHbIN
ananua.

KoHkypupyrowuti duazHos: BIC. lNogaopTanbHbIn
OMXT 0,8 cm. MexnpencepgHoe coobuieHne 0,6 cwm.
OTKpbITbI aopTanbHbIA NPOToK 0,4 CM.

OcrioxHeHuUs1 OCHO8HO20 3abonesaHusi: Annasus
KOCTHOro mMo3sra. lemopparnyeckmii CUHAPOM C Hanu4n-
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€M KPOBOM3NUSHUI B NErknx, HaanoyYeyHmKax, noxaHkax
noyek, koxe n MKK B mectax uHbekumin. Hekpotude-
CKMI Hedppo3. XKnposoi renaTos.

®oHosbIl duaeHo3: CuHapom [JayHa. HepoHolueH-
HocTb 36 Hegenb. Hu3kast Macca Tena npu poxaeHun.

PeaHumauyus u UHmMeHcugHasi mepariusi; COCTosiHe
B npouecce NBJ1.

ConocraBrneHne 3akmounTeNIbHOrO KIMHUYECKOTo U
naTornoroaHaTOMMYeCcKoro AMarHo3oB: cosrnadeHue.

[edeKkTbl OkasaHna MeOULMHCKOM MOMOLLM: HE 8bi-
S6/1EHbI.

lNpuyuHa cmepmu: cMepTb Maneyvka C. 43 gHew Ha-
cTynuna BcrnegcTaue nporpeccupoBaHus OMKIJT.

KnuHuko-namonoeoaHamomuyeckul anukpu3d: pu
npoBedeHUN ayToncum obHapyXXeHbl MpuU3HaKku ocmpo-
20 nelkosa. JleroyHas TKaHb TEMHO-KpaCHOro LBETa,
CO cpe3a 13 OpoHXOB CTeKaeT HebOonbLIOEe KONMUYECTBO
remopparunyeckon xuakoctun, macca 90,0 r. [leyeHsb yBe-
nMyeHa B pasmMepax, Opsibnon KOHCUCTEHLMKU, MaccoWn
160 r. CerneseHka 3Ha4MTENbHO YyBeENuM4YeHa B pa3mMe-
pax, opsibrnon koHcucTeHummn, maccon 40 r. MNpukopHe-
Bble JluMchamuyeckue y3rbi, napartpaxeanbHble nuM-
datmyeckme yanbl yBenu4yeHbl, 40 1 CM B AnameTpe.
Cnuancras noxaHok rnagkasi, YMctas ¢ egUHUYHbIMU
MENKMMMU KPOBOU3MUAHUAMU. [1pyM MMKPOCKOMUYECKOM
NccnefoBaHnm: nerkue C BbIpaXXeHHbIM OTEKOM BO BCEX
nonsx 3peHusi, YMEepeHHO BblpaXeHHOEe MONIHOKPOBME
neperopoaok, ovaru oCTpon amcmseMsbl, o4aroBble Kpo-
BOM3NNSHUSA, SNUTENUA CryLleH B MPOCBET OPOHXOB,
HEKoTopble OpOHXU 3amnofHEHbl FEMONM3UPOBAHHBLIMU
apuTpouuTamu. B neyeHu: renatoLnTbl B COCTOSIHAM XKU-
pOBOW AUCTPOUMN, CUHYCOMAbI PACLLUMPEHbI, 3aMNOSTHEHbI
reMornM3npoBaHHbIMKW apuUTpoumnTamMu. B rnoykax: anuTe-
NI M3BUTLIX KaHanbLEeB B COCTOAHMU HEKPO3a, B MO3-
rOBOM BELLECTBE KPYMHblE O4aroBble KPOBOUSIUSHKS.
B Hadrnoye4yHukax: BblpaX€HHOE MOSTHOKPOBME KOPbI U
MO3roBOro BeulecTtBa. Pe3koe obefHeHME KNEeTOUYHbLIMU
anemMeHTamy u cknepos knybodkoBoro crnosi. B ogHom
13 nonem 3peHns KpoOBOM3IUsAHKE, NPONUThIBaloLLIEe BCe
cnowv. Jlumgoy3rnbi: CTPYKTYpbl HapyLUEHbl, KNETOYHbIe
3MNEeMeHTbI B 04eHb HebonbLIoM KonvdecTBe. KocmHbIl
MO32: NPEeACTaBMNEH reMonM3npoBaHHbIMU 3pUTpoLmTa-
MU, PaCMONOXEHHBLIMU B XUPOBOW TKaHW.

3akntoyeHune. Hamu onucaH crnyyaw oveHb peakon
dopmbl OMKIJ1 M7-BapraHTa y HEAOHOLUEHHOro HOBO-
poxaeHHoro pebeHka B coveTaHun ¢ 6onesHbto [ayHa
n BINC. [JaHHas cdopma OCTpOro nemkosa OTHOCUTCS K
rpynne nponudepupyrowmnx 3aboneesaHuii, Ansg KOTO-
pbIX XapaKTepHO NPUCYTCTBME B KPOBWU M KOCTHOM MO3-
re, Hapsigy c HeguddepeHUMpoBaHHbIMKU Gnactamu,
Takke MerakapvobrnacToB, YPOANMBbLIX Merakapuouu-
TOB M CKOMMeHun TpomboumtoB. TouHasi gnarHoCcTuka
JaHHoro 3aboneBaHus 3aTpyaHEHa M BO3MOXHA TOSb-
KO C WCMNONMb30BaHUEM WMMYHOSOTMYECKNX METOOOB
uccnenoBaHus. [NepBbii pe3ynstaT 00LWEro KmnHuye-
CKOro aHanmsa KpoBW MOCIYXXWUST TOSMYKOM AN CpOu-
Horo obcrnenoBaHusi pebeHka € Lenbio yCTaHOBMNEHUS
MOPAOIOrM4YeCcKoro BapnaHTa ocTporo nenkosa. OKOH-
yaTenbHbIA KIUHUYECKUA AOMarHo3 YCTaHOBIEH Mocne
NPOBEAEHUSA LINTOTEHETUYECKUX U MOMEKYNAPHO-TeHe-
TUYECKMX WCCregoBaHUN: COCTOSIHWE XPOMOCOMHOIO
annapata — KOITMYEeCTBO U CTPYKTYPHbIE U3MEHEHUS B
Buae nameHeHHbix reHoB GATA1 ¢ 195-196 insGAGT-
GCC (ped. NM-002049.3), NpMBOASALLMX K COBUTY PaMK/
CUYUTBIBAHUA Npy TpaHcnsaummn Tpunnepos B 6enok (NP-
002040,1: p.A1a66G1nfs*4). Hanuune umTOoreHetTmye-
CKMX M MonekynsipHbix aHomanun OHK (cooTHoweHune

konuyectBa HK B nerkemMmnyeckumx knetkax v B Knetkax
C U3MEHEHHbIM KapuoTunom — cuHapom [ayHa, mo3a-
n4yHasa popma) okasanocb 3HaYMMbIM MPOrHOCTUYECKUM
dakTopom.

Ha cerogHsilHWI OeHb annoreHHas TpaHcnnaHTa-
M1 KOCTHOIO Mo3ra sIBMNSIeTCS €4MHCTBEHHBIM METOAO0M
nevenns npu M7-apuaHte OMKIJI, ogHako BbISBREH-
Hble TSKenble reHeTu4eckne HapyleHus (obonesHb [ay-
Ha, COMyTCTBYHOLLMA KOMOUHMPOBAHHBIN MNOPOK cepaLa)
HEe MO3BONUIN UCMOMNb30BaTb AAaHHbIA METOA NEYEHUS.

KoHnuKT MHTEpecoB OTCYTCTBYET.

ABTOpCKMUI BKNag: HanncaHve ctatem — B.H. He-
yaes, 0. B. YepHeHkos, O. A. MuwnHa, KO. A. denoposa;
yTBEPXXAEHUE pyKkonucKk anst nyénukaumm — 0. B. Yep-
HeHkoB, A.T1. ABepbsiHOB.
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