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Pedepat. [TapoxkcuzmaibHa HiYHA TeMOTI00iHypin: KiIiHiYHI BUNaaKu Ta TpyAHowi AiarHocTukH. 3inos’eBa O.I'.,
Tpymenko O.C., Ycenko I'.B., Aragonona O.C., Ceiina 1.O., Cupopenxo I.B., Kymnip M./L., Byt H.O., Kycaiii L.T".
Iapokcuzmanvua niuna cemoznobinypia (IIHI') € piokicnum eemamono2iyHum 3ax80pI08AHHAM, WO UHUKAE 8HACTIOOK
mymayii @ eeni PIGA. OcHo8HUMU KITHIYHUMU NPOABAMU € 2eMONIMUYHA AHeMisl, O3HAKU NOPYUEeHHS QYHKYIT KiCmMK08020
MO3KY ma HaseHicmb mpom603ie, ocobauso nemunogux noxanizayit. Knacughixyioms ITHI 3a 3 munamu: xnacuuna, Ha
ML IHUWO20 3aX60PIOGAHHs KPOGL ma cyOKuiHiuna. Bcmanoenenns diacnosy ITHI mooce 6ymu nenpocmum 3a60AHHIM Y
383Ky 3 HAAGHICMIO KIIHIYHUX O3HAK, 5K XAPAKMEPHI MAKoc OJisi 2eMONIMUYHOl ma aniacmuyHoi anemii, He@po-
MUYHO20 CUHOPOMY MOWO, WO 3YMOBNIOE 30iIbUEeHHS 4acy 00 OMPUMAHHA NAYIEHMOM BIONO0GIOHO20 NIKYBAHHAL.
Aemopamu nybuixayii npogedeHo 3a2anbHull 0210 JIMePamypHux OaHUX ma aHaniz Kuiniynux eunaokie IIHI 3 memoro
niosuwjenHs o00izHanocmi axisyie piznoeo npoghinio 6 diazHocmuyi piOKICHUX 3aX80pro8aHb Ha npukiadi I[IHI. 'V
cmammi HasedeHo 3 KAiHIuHI eunadku pisnux eapianmie IIHI. [layicum A. He 6y8 ocmamouHo obcmediceHull ma He
ompuMy8as NOGHOYIHHO20 NiKy8aHHsA npomszom 10 pokie, y Hb020 nonepeonvbo OY10 OiA2HOCHOBAHO ANIACTIUYHY
aHemiro, MIENOOUCTIIACMUYHUL CUHOPOM, ME3AH2IANbHUL 2I0OMePYIOHeDPUM, OMPUMYBAE IMYHOCYNPECUBHY Mepaniio 3
yacmkosum egexmom. 3a OaHumMu iMyHOUUMON02iuHO20 00CniOxHceHHA eusagneno [IHI-xknoH, wo cmanosums ceped
epumpoyumie 64,80%, ceped monoyumie — 94,73%, cepeo netimpoginie — 97,82% xnimun. Pemukynoyumu cmanoguu
60%o, pisens rakmamoeziopozenaszu 1630 O0/n, enizodie mpombosy ne oyno. [layieumra I'. cnocmepizanacs 3 0iacno3om
CMIENOOUCIACMUYHUL CUHOPOMY: pedparkmepHa anemiss npomseom 4-x pokie, 6yna doobcmedicena na ITHI nicas
empamu egexkmy 6i0 mepanii epumponoOemuHOM Mda GUHUKHEHHs NPOSGI8 2eMOi3Y, WO CMaiu OLbul SUPANCEH]
npoOms20M OCMAHHL020 POKY. Buseneno ITHI -knoH, wo cmanosums ceped epumpoyumis 17,83%, ceped monoyumie —
96,72%, ceped neumpoginie — 96,28% xnimun. Pemuxynoyumu cmarnosunu 127%o, pisens 0inipy6iny — 28,74 mmonv/x,
pisens naxkmamoeziopozenasu — 1081,50 O0/n. Ilayienmra M. xeopie npomscom KilbKox MICAYIE 3 GUPANCEHUM YUMO-
NeHIYHUM CUHOPOMOM, 34 OGHUMU MPEeNnanodIONCii KiCMKO8020 MO3KY — 2iINOKIIMUHHUL KICMKO8UUL MO30K. 3a OaHuMu
IMYHOYUmMONO2TUHO20 O00CHiOMNCenHs susgieHo pedykyiro CD5S5 ma C59, wo eionosioae IIHI, a makodc imyHo-
YUMOIO2IYHI O3HAKU MIENOOUCHAACTIUYHO20 cuHOpomy. Ocmamounum niomeepodicenHam Oiaznosy IIHI Oyau oawi
MONEKYIAPHO-2eHEMUUHO20 00CNi0NHCeHHA: suasieno mymayiio 8 2eni PIGA. Pisenv pemuxynioyumis y yiei nayienmxu
cmanosug 17%o, pisensv 0inipy6iny — 13,3 mmonv/n, pigens naxmamoeciopoeenaszu — 232,2 00/n, enizo0ig mpomobo3y He
oyno. Hayienmu A. ma I'. mosicyms 6ymu eioneceni 00 epynu nayicumis, wo matoms [IHI 2 muny. [layienmrxa M. mooice
bymu eionecena 00 epynu nayieumie 3 ITHI" 3 muny y 36’a3Ky 3 6IOCYMHICMIO O3HAK 2eMONI3y mMa mpombo3ie 3a
nassnocmi mymayii 6 eeni PIGA na mai MJ[C. Hasedeni eunaoxu ITHI" 0emoncmpyroms naseri npobremu 0iazHOCmuKu
Yb0o2o pPIOKICHO20 3aX60pHO6aHHs. Bapiabenvuicmy KiiHiuHUX NPOSGIE, HEOOCMAMHICMb CHEYUDIUHUX OiACHOCMUYHUX
Kpumepiig npu3e00umsv 00 3aNi3HLN020 6CMAHOBNICHHA NPABUILHO20 0IACHO3Y I, AK HACIIOOK, He8UACHO20 JIIKYBAHHS.
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MEJAIIMHA

Abstract. Paroxysmal nocturnal hemoglobinuria: clinical cases and diagnostic difficulties. Zinoveva O.G.,
Trushenko O.S., Usenko G.V., Agafonova O.S., Selina 1.O., Sydorenko 1.V., Kushnir M.D., But N.O., Kusliy I.G.
Paroxysmal nocturnal hemoglobinuria (PNH) is a rare hematologic disorder caused by the PIGA gene mutation. The
major clinical manifestations include hemolytic anemia, signs of bone marrow dysfunction, and the presence of
thrombosis, especially in atypical locations. PNH is classified by 3 types: classical, on the background of another blood
disease, and subclinical. Making the diagnosis of PNH can be a difficult task due to the presence of clinical signs that
are also characteristic of hemolytic and aplastic anemias, nephrotic syndrome, etc., which prolongs the time until the
patient receives the appropriate treatment. The authors of the publication conducted a general review of the literature
and an analysis of clinical cases of PNH in order to increase the awareness of specialists of various profiles in the
diagnostics of rare diseases using the example of PNH. The article presents 3 clinical cases of different types of PNH.
Patient A. was not finally examined and did not receive full treatment for 10 years, he was previously diagnosed with
aplastic anemia, myelodysplastic syndrome, mesangial glomerulonephritis, received immunosuppressive therapy with
partial effect. According to the data of the immunocytological study, the PNH clone was found, which made up 64.80%
of erythrocytes, 94.73% of monocytes, and 97.82% of neutrophils. Reticulocytes made up 60%o, lactate dehydrogenase
level was 1630 Units/L, there were no episodes of thrombosis. Patient G. was observed with a diagnosis of myelo-
dysplastic syndrome: refractory anemia for 4 years, was examined for PNH after the loss of effect of erythropoietin
therapy and the appearance of manifestations of hemolysis, which became more significant during the last year. A PNH
clone was detected, which made up 17.83% of erythrocytes, 96.72% of monocytes, and 96.28% of neutrophils.
Reticulocytes made up 127%o, bilirubin level — 28.74 mmol/l, lactate dehydrogenase — 1081.5 Units/L. Patient M. has
been ill for several months with a pronounced cytopenic syndrome, and according to the bone marrow trepanobiopsy the
hypocellular bone marrow was found out. According to the data of the immunocytological study, a reduction of CD55
and C59 expression was found out, which corresponds to PNH, as well as immunocytological signs of myelodysplastic
syndrome. The final diagnosis of PNH was confirmed by molecular genetic study: a mutation in the PIGA gene was
detected. The level of reticulocytes in this patient was 17%o, the level of bilirubin was 13.3 mmol/l, the level of lactate
dehydrogenase was 232.2 Units/L, and there were no episodes of thrombosis. Conclusions. Patients A. and G. can be
classified as patients with type 2 PNH. Patient M. can be classified as a patient with type 3 PNH due to the absence of
signs of hemolysis and thrombosis in the presence of mutation in the PIGA gene on the background of MDS. The presented
cases of PNH demonstrate the existing problems of diagnosing this rare disease. The variability of clinical manifestations,
the lack of specific diagnostic criteria leads to late establishment of the correct diagnosis and, as a result, untimely
treatment.

[Mapokcuzmaneha Hiuna remornobinypis (ITHID)
HAJISKUTh JI0 PIAKICHUX TEeMaTOJIOTiYHHUX 3aXBOPIO-
BaHb, IO BWHHWKAE€ BHACTIMIOK HAOyTOi KIOHAIBHOI
MyTalii y CTBOJIOBUX T'€MOMOCTHYHHUX KIITHHAX KiCT-
KOBOTO MO3Ky Ta XapaKTepU3YEThCSA BHYTPILIHBO-
CYIMHHHM TEeMOIIi30M, TIOPYIIEHHSIM (YHKINT KiCTKO-
BOTO MO3KY, CXHJILHICTIO JT0 TPOMOOYTBOpeHHS [1, 2,
3]. 3axsoptoBanicte Ha [IHI, 3a pisHUMH IaHUMH,
CTaHOBWUTH Binm 1-2 mamieHTiB Ha 1 MuH mrogeh [2],
romupeHicTs — 15,9 marienTiB Ha 1 MuTH romett [4].

B 0cHOBI 3axBOpIOBaHHS JIS)KUTh MyTallisl B TeHI
PIGA, sxuit Gepe yuactb y OiocuHTe3i Qocdaru-
TUTIHO3UTONY, IO € SIKIpHUM MPOTETHOM, YHACIIIOK
4Oro BUHHKAE JeQIilUT PEryISATOPHUX OUIKIB
komruiementy CDS5 (cdakrop mnpuckopeHHs po3-
naxy) i CD59 (memOpanHuii iHTiGITOP PEaKTUBHOTO
nmizucy) [2, 5]. Li nportecu nexarh B ocHOBI KymoOc-
HETaTHBHOTO TEMOJI3y, KOJIM aKTUBYETbCS KOM-
IUIEMEHT-ONOCEPEAKOBAHNM  KIACHYHUH  LUIAX
MOUIKO/DKEHHsST 4epe3  (OpMyBaHHS  KOMILIEKCY
AHTUT€H-aHTHUTILIO [6, 7].

Kniniuni nposu ITHIT BrimowaroTh remMomi3 i3
MMOTEMHIHHSAM Ce4i, alUlaCTUYHy aHeMito, TpomOo-
eMOOoMiuHI yCKIagHeHHs [8], MiABUINCHHS pPiBHSA
petukynounTiB, nakraraerigporenasu (JIAI), Oii-
pyOiny Tomo [9, 10]. [eski mocmiAHUKH POTIOHYIOThH
3aCTOCYBaHHS TaKUX JiarHOCTHIHUX KpuTepiis [THT,
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SIK IIUTOIICHIS, alIaCTUYHA aHeMist, MI€JIOAUCILIA3I,
KyMOc-HeratuBHU# TeMouti3, reMorio0inypis (1mo3u-
THBHHHA TECT HAa TEMOIJIOOIHYpI0O TIPH BiICYTHOCTI
EpUTPOLIUTIB) Ta HASBHICTH TPOMOO3IB, OCOOIUBO
HETUTIOBUX JIOKami3alidd, MpoTe He BCi KpuTepii
000B’s3KOBO HasIBHI B KOKHOTO TMaIieHTa [8].

ITHT" mputiasaro kmacudikyBaTH 3a 3-Ma BapiaH-
tamu (tTunamu) [11, 12]:

1. Knmacwuna [THT', sixa BKITFOUa€e 03HaKH reMOi3y
0e3 03HaK MOpyIIeHHS QYHKITIT KICTKOBOTO MO3KY.

2. ITHT Ha i iHIIMX 3aXBOPIOBaHb KPOBI (TaKi sIK
Mmienoaucruiactuuanil  cuaapom (MJIC) rta armmac-
THYHA aHEeMis).

3. CyOkuminiuna [THI, sika Hemae KITiHIYHUX O3HAK
remMoinizy abo Tpom0o3y Ta HasBHa B MAI€HTIB 3
IHIINMH 3aXBOPIOBAHHSAMH KiCTKOBOTO MO3KY.

JlonenaBHa JikyBaHHS Oyb-sikoro Bapianta [THI
MOJISITAJIO B MPOBEACHHI CHMITOMATUYHOT Tepartii y
BUTIIAAI reMoTpaHcy3ii epuTponuTapHOi MacH,
3aCTOCYBaHHS IIperapariB 3aii3a, aHaOOIIYHUX TOp-
MOHAQJIFHUX MpenapariB, aHTHKOATYISHTIB Ta Je3-
iHTOKCHKamiiHoi Tepamii. Ilicns BcTaHOBIEHHA
JiarHo3y Ta NOpU TPOBEICHHI CHMITOMAaTHYHOTO
JIKYBaHHS TPHUBAJICTh JKUTTS TaKUX TMAIi€HTIB
cranoButh 10-20 pokiB.

Jo crierudivHOTrO JTiKYBaHHS OYAb-SKOTO BapiaHTa
ITHI" BimHOCHTHCS TpH3HAYEHHS MOHOKJIOHATHHHX
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AHTUTLI, 10 MPUTHIYYIOTh aKTUBHICTH KOMIIOHCHTA
cucremu koMmruieMeHTy C5 (ekynizyma0), mo € ryxe
noporum (BapTicth ctaHoBuTh moHan 4000003 Ha pik).
[HIITMM BapiaHTOM JIIKYBaHHS € aJJOreHHa TPaHCIUIaH-
Talis KIiCTKOBOTO MO3KYy, sKa Ma€ BiJIlIOBIHI
OOMEKCHHS 3aCTOCYBAaHHS dYepe3 BEJIUKUI PU3HK
yckimagHess [1, 13, 14].

VYpaxoBytoun Toit ¢akr, mo ITHI Hanexuts 10
PIAKICHMX 3aXBOPIOBaHb CHCTEMH KPOBIi, HOTO SKiCHA
IiarHOCTHKa BHMAara€ 3acTOCYBAaHHS HM3KH CIIe-
uuGiuHUX KiiHiIKO-TabopatopHux MetoniB. [lo Toro
XK, Uepe3 Te, II0 3aXBOPIOBAHHS Ma€ BapiaOelbHi
KJIIHIYHI TPOSBH, NMUISIX MaIli€HTa 3 MOMEHTY 3Bep-
HEeHHS JI0 CIMEHHOTO JiKaps 10 MpuioMy Hpodisb-
HOTO JiKaps Moke OyTH TOCTaTHBO JOBIHIM.

MATEPIAJIM TA METOIU JOCJIIKEHb

ABTOpamu TyOmikamii TpOBEACHO 3arajbHUN
OIJISIT JIITepaTypPHUX JaHUX Ta aHalli3 KIIHIYHHX
punankis ITHIT 3 Mmeroro migBuieHHs 0013HAHOCTI
(haxiBIIiB pi3HOTO MPO(DLIIO B JIarHOCTHIII PiAKICHUX
3axBOproBaHb Ha npukitai [THT .

V crarTi HaBeneHo 3 ximiHiyHl Bunagku ITHI, 2 3
sIKiX OyJIO JIarHOCTOBAaHO 4epe3 TPUBAIIUMA Yac TIics
MaHidecrarlii 3aXBOproBaHHSI Ta KIacH(pIKOBAHO Bij-
MOBITHO JI0 MIDKHAPOAHOTO KOHCeHcycy mozo [THT'. 11i
KJTiHIYHI BUNaAKW BUsIBJIEH] Ha 0a3i KINIHIKK MPOTSTOM
OCTaHHBOTO poKy. IlyOmikamis pe3yibTaTiB Ipo-
BEJICHOTO aHAI3y KIIHIYHUX BHIAJAKIB ITOrOKeHA
Kowmiciero 3 mwurane ertuku (mpotokon Ne21 Bin
31.10.2024 p.) nmpu KoMyHanmsHOMY HEKOMEPIIHHOMY
mampueMcTBi  «Micbka KITiHIYHA JikapHT Ne 4y
Juinposcbkoi Michkoi paau (KHIT « MKJT Ne 4y JIMP).

PE3YJIbTATH TA iX OBITOBOPEHHS

Kainiuanii Bunagok 1

[Tamient A., 1974 p. H., 3BepHYBCS Ha KOHCYJIbTa-
L0 JIO JIiKaps-TeMaToJiora 3i ckapraMu Ha 3arajibHy
CITa0KiCTh, 3allaMOpPOUYEHHS, TEMHY cedy. Y 3arallb-
HOMY aHaji3i KpoBi: remoriobin — 50 r/m, eputpo-
ta — 1,86x10'%/m, TPOMOOIIUTH — 206x10°/m, neii-
KouuTH — 3,99x10%/1, tdheputun — 13,54 MKr/™mIT.

3 aHaMHE3y: CIIOCTEPIraBcs JTiKapeM-TeMaTOJI0TOM
3 2013 poky 3 [iarHO30M «aIruIacTU4HA aHeMisy. 3a
JaHUMH MI€JIOTpaMH  TCNsL  TPOBENCHOI  Tpemna-
HOOIOTICIT KICTKOBOTO MO3KY: MaJIOKIITUHHHHA KiCTKO-
BUI MO30K, Yy MIKOAIKOBHX MPOCTOPAX KUPOBA TKa-
HUHA, TIOOIMHOKI OCTPIBLi T€MONOSTUYHOI TKAaHUHH 3
OJTMHMYHUMH KIIITHHAMH E€PUTPOIJHOTO Ta MI€Noin-
HOTO PSiB, METaKapiOIWTH BiJCYTHI.

VY 2014 poui oTpuMaB Kypc JIIKYBaHHS TUMOTJIO-
OymiHoM: edeKkT Bif JIiKyBaHHS TO3WTHBHHH, Iaii
TIpriiMaB MUKIOCTIOpHH A v 11031 350 Mr/mo0y 3 1mo3u-
TUBHUM ()eKTOM Y BUIJISII ITiABUIIICHHS TeMOTIIO0IHY .

UYepes moripmieHHs cTtaHy (aHemis, TpoMOo-
LWTONEHIdA, TinepOinmipyOiHeMis) NaIli€eHTOBI Yy
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2016 poui Oyso BHKOHAHO TOBTOPHY TpEMaHO-
OioTCiI0 KICTKOBOTO MO3KY, 3a JaHHUMH SKOI
BCTAHOBJICHO, 1110 MOP(}OJIOTIYHI 3MiHA HAHOLIbIITE
BinnoBigarote MJIC, pedpakrepniii anemii. 3a
pesyibpTaramu  OiOXiMIYHOrO  aHami3y piBEHb
3arajJpHOTrO OiNipyOiHy CTaHOBUB 34 MKMOJB/JI. Y
3B’SI3KY 3 I[UM MallieHTa 0yJio 00CTe)KEeHO Ha HasB-
HICTh aHTUTIN 70 BipyciB rematury B i C (me
BUsIBJIEHO). Takoxx mpu 0OCTeXeHHI OyJlo BHUSB-
JIGHO TIOMIpHE MiABUIICHHS TUTPY aHTHHYKJIeap-
Hux aHtutin (1:320), wa mimcraBi Yoro OyJo
3aMif03peHO CUCTEMHUN YepBOHUN BOBYAK.

Ha mouatky 2020 poxy Bim0ysocs deproBe IIO-
TipIIeHHS CTaHy Mali€HTa, a came: 3’ IBUIIUCS CKaprH
Ha HAsBHICTb KpOBI B cCeui, MIJBUIICHHS pPIiBHSA
3araipHOTO OLMipyOiHy M0 51 MKMOJB/N, 3HMKEHHS
piBHS TemornoOiny ao 80 r/m. 3a gaHuMH yibTpa-
3BykoBoro gociimxenHs (Y3/]) nupox Oyno Buss-
JIeHo coboBHi miares. Ilpu maboparopHomy oOcte-
JKEHHI PIBCHb aHTHHYKJICAPHUX AaHTHTLI CTAaHOBUB
1:100, y cupoBaTIii KpOBi BHSBICHO MI€JIONIEPOKCHAAZY
Ta TMpoTeiHasy 3; aHTUTIa A0 Oa3ambHOI MeMOpaHH
Kky0oukiB HUpOK (IgG) He BusBIeHO. B aHami3i cedi 3a
Heuunopenxom: nedikouutn — 2000, eputpounTtn —
8000; 3a maHMMH 3arajJbHOTO aHaJi3y cedi: BUSBICHO
reMorIo0iH, piBeHb Oinka craHoBUB 4,0 r/m. [lamienTy
OyJ0 BCTAQHOBJICHO [larHO3: TEMOJITHYHA aHEMis,
HepoTnuHuii cuHIpoM. Takok po3risgmanucs Taki
HONepe/iHi iarHO3H, SIK CHCTEMHHI YepBOHUI BOBYAK,
BTOPHHHUH aMiJIOIM03, MIKPOCKOIIIYHUIN OJIaHTIIT,
TeMOJIITUKO-YPeMiYHUH cHHApOM. [lalieHT oTprMas
Kypc LHMTOCTaTUYHOTO JIIKYBaHHs LHKIO(pochamigom
Ta METHIIITPEIHI30I0HOM.

VY rpyani 2020 y maiieHTa 3a JaHUMH TiCTOJNIOT Y-
HOTO JTOCITi/KeHHS (010TICisl HUPKH) BUSBIICHO ME3aH-
rionpomidepaTUBHUI TIOMEPYJIOHEPPUT 3 TepeBa-
JKaHHSM Aerno3uTiB IgA, HassHicTIO IgM. [1pn oMy
nornepeAHiMU NPOQITFHIMY crieniagictaMu He Oyiio
BCTaHOBJICHO 3B’SI3Ky aHEMii 3 aTOJIOTIEI0 HUPOK.

3aramom 3 2014 poky marfieHTy OyJ0 BCTaHOB-
JIeHO Oe3i1Y JiarHO3iB BIAMOBIZHO 10 KIIHIYHUX
NpOsIBIB 3aXBOPIOBAHHS, a caMe: IOJIiopraHHe ypa-
JKEHHsI, TeMOJIITHYHA aHeMis, HePOTHIHUN CHHI-
pOM, CHCTEMHHMH 4YEpBOHHH BOBYAaK, BTOPUHHHUU
aM1J10i7103, MIKPOCKOIIIYHUN TIOTIaHTiiT, TEMOJTITHKO-
YpeMIUHUI CHHIPOM.

IIpu 3Bepuenni mo KHIT « MKJI Ne 4y JIMP namient
OyB MOBTOPHO OOCTEKEHWil: TPOBENEHO CTEPHAIBHY
MYHKIUIO, TPEMaHOOIONCIF0 KICTKOBOTO MO3KY Ta
TIPOBEICHO IMYHOITUTOJIOTIIHE TOCTIIKCHHSI.

3a ImaHWMMH Mi€JIOTpaMU BHUSIBJICHO TiMepIuiasito
KIIITHH €pUTPOKAPIOLUTAPHOTO psily (epUTpoIoes 3a
HOPMOOJIACTHUM THIIOM). 3a JaHUMH IMYHOIIUTO-
JIOTIYHOTO JOCTiHKCHHS TIepUPEpHIHOT KPOBI METO-
JOM MYJbTHIIAPAaMETPOBOI TPOTOYHOI LUTOMETPii
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BusiBiieHO IIHI-kjIOH, 10 CTaHOBUB cepen epu-
TporuTiB 64,80%, cepen moHOLUTIB — 94,73%, cepen
HerTpodimis — 97,82% xmituH. PetukynonnTt cra-
HoBmIKM 60%o, piBensb JIJAT — 1630 Oxn/n. 3a nanumu
IMYHOTICTOXIMIYHOTO JIOCTI/DKEHHS TpenaHooOiorn-
TaTy KICTKOBOTO MO3KY BHSIBJICHI Mopdomoriuni
3MiHHM HAHOUIBIIIOK Mipolo BiAmoBigaroTs [THI .

TakuMm uMHOM, ypaxoByrouu BusBiacHHs I[IHI'-
KIIOHA, PETUKYJIONUTO3, TiaumeHHs JIJAI, Hass-
HICTh €Mi30/iB TEMHOI cedl MPOTATOM JIHS, IMAIIEATY
Oyno BcranoBieHo pmiarHo3: I[IHI, ammactuuna
aHeMmis. Y KJIIHIYHIN KapTHHI 3aXBOPIOBAHHS B IIBOTO
MaIieATa MepeBaKald CUMITOMH TOPYIIEHHS Kpo-
BOTBOPEHHS Ta FeMOJIITHYHOI aHEeMii, IPOTe emi30/IiB
TpomO03y He Oyino. [amienTy Oyna 3ampomoHOBaHa
y4acTh Y MXKHAPOJHOMY KIIIHIYHOMY JOCTi/DKEHHI, 1
Yepe3 6 MICSIIB TicIs MPOBEICHOTO JIKYBaHHS CTaH
nalieHTa MOKpaLMBCs: MALieHT NovYyBaB cede noope,
CKapr He BHCIOBIOBaB. [Ipw 1mboMy BH3HaYamacs
HOpMaJTi3allis MOKa3HUKIB 3arajlbHOTO aHaJli3y KPOBi:
neiikomuTH — 5,41x10%/1, epurponutn — 5,01x10'%/m,
remornobin — 176 r/m; TpomOouutn — 150%x10°/m,
petuxymonnta — 10%o.

Ha meii yac mamieHT A. IPOIOBXKY€ JIKYBaHHS B
pamMKax MDKHApOJHOTO KIIIHIYHOTO JOCIHI[KSHHSI.

Kuainiyauit BUnaaox 2

Mamientka I'., 1951 p. H., cnocTepiranacs Jjika-
pem-remarongorom 'y KHIT «MKJI Ne4y JIMP 3
2019 poxky 3 mpuBony MJIC — pedpaxrepHoi aHeMii,
0 TPOSBISABCS y BHIJIAAI JICHKOMNEHil JIETKOTO
CTYIEHs Ta aHEeMii CepelHbOTO CTYIEHS TSKKOCTI.

Y kiiHIYHOMY aHami3i KpoBi: JIEWKOIUTH —
3,9%x10°/n SPUTPOIUTH — 2,38x10'%/11, remor06is —
79 1/n; TpomOoOIUTH — 129%x10%/7, PETHKYJIOIUTH —
2%o, 3aranpHuil 6inipy6in — 23,50 MKMOTIB/II.

3a mMaHUMH MI€JIOTpaMH BHUSBIICHO TillepIUIa3ito
EpUTPOKAPIOLUTAPHOTO PSIy, €PUTPOIOE3 3a HOP-
MOOJIACTHUM THIIOM. 3a JaHUMH LUTOMOP(QOJIOTriy-
HOTO mociimkeHHs (madoparopis MLL, Munchen)
BcTaHoBIeHO M/IC 3 MyIbTHIIIHIHHO AMCILIA3IET.
Jani OiOXIMIYHMX JOCHIIKEHb IICUiHKOBOIO Ta
HUPKOBOTO KOMIUIEKCIB, 3arajlbHOTO aHali3y cedi
3HAXOWIIACS B MeXax pedepeHTHIX 3HAUCHb.

Ha novatky crioctepexeHHs B JTiKaps-reMarosora
y KHIT «MKJI Ne4y» JIMP nauientka He Oyna
obcrexxena Ha ITHI', ajke HagsBHHMX HIarHOCTHYHHX
KpPHUTEpIiB IS IIbOT0 OYJI0 HEIOCTaTHBO, @ TAKOXK BiK
MaIi€eHTKHA Ha MOMEHT MaHidecTauiii 3aXBoproBaHHs
CTaHOBUBB 68 pokiB (cepemHili Bik cTapTy 3a-
XBOpPIOBaHHS cTaHOBHTSH Bi 30 1o 40 pokis). IcTopii
TpoMOO3iB y Li€l MaLliEHTKU TaKOX He 0YII0.

3 orAay Ha Te, M0 PiBeHb €PUTPOINOETHHY CTa-
HoBUB 38,19 MME/Mi, marienTmi Oyiio Tpu3HAUYEHO
eputponioetdd y 1031 80000 MO 1IOTHXKHEBO, IIpU
oMy e(eKT Bil JIKyBaHHS OyB IIO3WUTUBHAM Ta
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TpUMaBcsl OJIM3BKO POKY, ajieé Hajali TeparcBTUYHHIA
edpexr OyJo BTpaueHO, a 3aJCKHICTh MAIIEHTKH Bill
reMoTpaHcdy3iii mocwmmiacs. 3roaoM Y TAIliEHTKH
3’SIBUJIACS. CKapTH HA TOSIBY TEMHOI CEdi, ITiIBUIIUBCS
piBeHb OimipyOiHy, mporpecyBajia aHeMisi Ta 3MEH-
MUBCS 1HTEpBaN MiK remoTpaHcdysismu. I[lamienTrri
OyJio TpOBEACHE IMYHOILIMTOJIOTIYHE JIOCIIHKECHHS
nepudepuyHoi KpOBI METOIOM MYJIbTUIIAPAMETPOBOI
npotoyHoi mmroMerpii Ta BusiBieHo [THI-kioH, mio
CTaHOBWB cepen eputpouutiB 17,83%, cepen MoHO-
TiB — 96,72%, cepen HeUTpodiiB — 96,28% KiIiTHH.
Petukynouutu cranoBuu 127%o, piBeHb 0iipyOiHy —
28,74 mmomnn/m, piBens JIIAI — 1081,50 On/m.

BigmoBinmHO, Ha OCHOBI BHINEBKA3aHUX JAaHUX
Oyno BctanosneHo giarHo3 [THI. fx i momepennii
marfiedT, mamieHTka [. Takox Oyrna BKITIOYEHA 10
MIXHAPOIHOTO KIIIHIYHOTO JOCII[KCHHSI.

Ha neii yac manientka I'. mpoXoauTk JIiIKyBaHHS 3
MO3UTHBHUM €(EeKTOM Y paMKaX MIiXKHapOIHOTO
KJIIHIYHOTO TOCIIIHKEHHS.

Kainiunuii Bunagok 3

[Mamientka M., 1995 p.H., 3BepHyTIacs Ha MPHITOM
0 JIiKaps-TeMaroyiora 3i CKapramM# Ha 3arajbHy
clabKicTh Ta MeHoparii. AHaMHe3 JKUTTA Ta 00’ €K-
TUBHI AaHl 0e3 0co0IMBOCTEN. 3a JaHUMU 3arajibHO-
KIIHIYHAX aHalli3iB Oyia BUSBJICHA MAHIUTONCHIS:
piBeHb TEMOTJIOOIHY CTaHOBHB 63 T/, BiATIOBiITHO
piBers eputponuTis — 1,61x10'%/1, TpomMGoIHMTIB —
21,00x10°/n1, neiikormTiB — 2,46x10°/x, tdepuruny —
432,60 ur/mi, Bitaminy B, — 331,70 nr/mit, pomieBoi
kucaotd — 3,91 nr/mut, peTuKynouutiB — 17%o, Oii-
py6iny — 13,30 mmons/m, JIAT — 232,20 On/n. st
YTOYHEHHS JiarHo3y TAaIlieHTIi OyJo IpoBeIeHO
acrmipamniiHy Ta TpenanOioNcito KiCTKOBOI'O MO3KY Ta
MOJICKYJISPHO-TEHETHUYHE JIOCITI[KCHHSL.

3a maHWUMH Mi€JorpaMu BCTaHOBJICHO, IO KiCT-
KOBHI MO30K HOPMOKIITHHHUH, 3 Tilepruiasieto
EpUTPOKAPIOLUTAPHOTO Ta JiM(POLUTAPHOTO PSIiB.

3a TaHUMH IMyHOTICTOXIMIYHOTO JOCTIDKEHHS Tpe-
maHOioNTaTy KiCTKOBOTO MO3KYy OYJHM BHSBJICHI BH-
pakeHi apTU(IiLiaibHI 3MIHHM, TIMOKIITHHHUAN KICT-
KOBHI MO30K (061m3bK0 10% reMoroeTHyHoi TKaHUHN),
TIPOTIOPIIiHA PEIYKIIiS TPHOX MAPOCTKIB TEMOITOE3Y.

3a JaHUMH ITUTOMOP(OJOTIYHOTO JOCIIHKCHHSI
He Oyno BusBieno oznak MJIC. IIpu imyHoumToIN0-
TIYHOMY JOCTIKEeHHI (MOJIEKYJISIPHO-TEHETHIHE
JIOCITIIXKEHHST KICTKOBOTO MO3KY METOJIOM CEKBEHY-
BaHHS HOBOrO TMOKOJNiHHs, xabopatopiss MLL,
Munchen) BusiBIeHO penykuiro (axTopa MPHCKO-
peHHs posmany komrmuieMeHTy CDS55 Ta pemykitiro
iHribiTopa MeMOpaHHOTO pPEaKTUBHOTO JI3UCY
CD59, mo cBiguuth Ha kopucth I[THI', a Takoxk
iMyHOIUTONOTIgHI 03Haku MJC.

OcTtaTouyHUM MiATBEpKEeHHAM aiaraosy [THI
OyJI0 MOJIEKYJISPHO-TCHETUYHE JOCIHiPKCHHS, 3a
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pe3ylibTaTaMH SKOTO BHSBICHO MYTallil0 B TeHi
PIGA (ITHI-x0H).

BiamoBimHo, TmamieHTIi OyJI0  BCTAHOBJICHO
miaruo3: cyoOkminiuna [THIT 3 BigcyTHicTIO 03HaK
reMotizy Ta TpomO03y 3a HasBHOCTI MyTallii B reHi
PIGA na T MJIC.

Ha MoMeHT BCTaHOBIIGHHS [iarHo3y TapreTHe
nikyBanHs [IHI' mamienTni He Oyno mokaszaHe y
3B’SI3KY 3 BIJICYTHICTIO KJIIHIYHUX MPOSBIB T€MOITI3Y.
BpaxoByroun HasBHI KJIiHIYHI JaHi, Mai€HTI OYyIJI0
PEKOMEHIOBaHO MPOBENEHHS aIOTEHHOI TpaHCIIaH-
TaIii CTBOJIOBUX KJIITHH KPOBI.

Ha wmeili uac mnamientka M. 3HaxomuThcs B
mporeci migdopy O0HOpa Ta MPOJOBXKYE OTPHU-
MyBaTH 3aMiCHY Tepamiio npenapaTamMH KpOBi Ta
CUMIITOMATHYHE JIIKyBaHHS.

HaBeneHi kiiHIYHI BUMAIKUA SCKPaBO JIEMOH-
CTpYyIOTh pi3HOMaHiTTa mposiie [IHI' Ta Bixmmo-
Bi/IafOTh HAsIBHUM JTEPATypHUM JaHUM, OJHAK
BOJHOYAC IX IHTEPHpETaIis MOXKE IPEICTABISATH
CYTTEBI TpyIOHOLI y 3B’S3Ky 3 BapiabenbHiCTIO
MIPOSIBIB MMEBHUX CUMNITOMIB Yy Pi3HUX MAIi€HTIB. Y
HaBEIECHWX KIIHIYHUX BHITAJKaX MPOCTEXKYETHCS
nekinbka Bapiamiit [THI™ 2-ro tuny — Ha Tl iHIIMX
3aXBOPIOBaHb KPOBi, Ta 3-r0 TUIY — TOOTO CyOKJIi-
wivHa [IHI" 3 HagBHicTIO MyTaIiii, aine 6e3 CyTTeBHX
KJIIHIYHUX TPOSBIB, BOJHOYAC BiACYTHI MAIlIEHTH 3
xiacuuHoro ITHI', mo cynpoBoKy€eThCSl BUKIIOYHO
reMoli3oM 0e3 iHIIWX O3HaK 3aXBOPIOBAHHS KPOBI
[1, 7]. BomHOYac y KOTHOTO 3 ONMHMCAHUX MAIlIEHTIB
He Oyno xapaktepuux st [THI Tpom6Go3iB [2, 5].
TpynHowi y BH3Ha4YeHHI YITKMX KpHUTEpiiB 3a-
XBOPIOBaHHS 3YMOBJICHI, OKpIM iHIIIOTO, HU3HKOIO
kinpkicTio Bunanakis ITHI, BigmoBigHo HaiOimbIIOL
yBaru moTpeOyIoTh Mali€HTH 3 HAasBHUMHU IeMaro-
JIOTIYHUMU 3aXBOPIOBAHHSMHU Ta O3HAKAMHU HETHIIO-
BOTO TIepebiry Ta sBUIIaMHU TeMoi3y [6, 7, 9].

Ha namy nymky, mocTaTHIMH MOKa3aHHSIMH IS
obctexxenHs Ha [THI" € HassBHICTB Oy Ib-SIKMX IUTOTIE-
HigaUX cuaapomis, MJIC, ammactuuHoi aHeMii,
icTopii TpoMOO3iB HETHIIOBHX JIOKaNi3alid, O3HaK
KymbOc-HeratuBHOTO remMoitizy He3’sicOBaHOI €TioJo-
rii, emi30/1iB MOSBU TEMHOI Cedi Ta YpaKeHHsS HUPOK
HE3aJIC)KHO BiJ| BIKY.

BUCHOBKHU

1. Omxe, mamieHT A. Ta mnamieHTka [. MOXyTb
OyTH BiJHECEHI N0 TPyl MAaIli€HTIB, M0 MAIOTh

NapoKCH3MalbHy HIYHY TeMOTI00iHypilo 2 THITY — Ha
T iHmoro 3axBoproBaHHA Kposi. IlamienTka M.
MO)ke OyTH BifHECEHa JO TPYTIH MAIi€HTIB 3 MapoK-
CH3MalIbHOIO HIYHOK TeMOrNoOiHypieto 3 Tumy —
CyOKIiHIYHA TapoKCH3MajbHa HIYHAa TeMOorio0i-
Hypist — Y 3B’SI3KY 3 BIICYyTHICTIO O3HAK T'e€MOJIi3y Ta
TpoMOO3iB 3a HasBHOCTI MyTaii B redi PIGA nHa Ti
MI€TIOUCIUIACTHYHOTO CHHAPOMY.

2. Haexeni kIiHIYHI BHUMAaJKU MapOKCHU3MAalb-
HOI HIYHOT TeMOoTII00iHypii HA0YHO TEMOHCTPYIOTh
HasiBHI POOJIEMHU JIarHOCTHKHU I[LOTO PIiAKICHOTO
3aXBOPIOBaHHS. BapiabenpHicTh KJIIHIYHUX
MpOsIBiB, HEMOCTATHICTH CHENMU(IYHUX miarHoC-
TUYHUX KpPUTEPiiB MPHU3BOAUTH JO 3aIi3HIIOr0
BCTAHOBJICHHSI MPABUJIBHOTO JiarHosy 1, K
HACIIiJOK, HEBYACHOTO JIIKYBaHHS.

3. BignoBimHO, ycCi MAI[iEHTH 3 IUTONCHIYHUMH
CHHIPOMAaMH, MI€TOJUCIUIACTUYHIM CHHIPOMOM,
aTUTACTUYHOIO aHEeMi€lo, ICTOpi€r0 TPOMOO3iB HETH-
MOBUX JIOKami3aIlii, o3Hakamu KymOc-HEeraTMBHOTO
reMoJIi3y He3’sICOBaHOI eTioJIorii, emi30aMu TOsSBU
TEMHOI Ccedi Ta ypaXCHHSIM HHMPOK HE3aIeXHO Bix
BIKy MaloTh OYTH OOCTEXKEHI Ha IMapOKCHU3MAaILHY
HIYHY TeMOTJI00IHypito.

BHecku aBTOpIiB:

3inoB’eBa O.I'. — mocmimkeHHs, HaTUCAHHS — pe-
LICH3YBaHH Ta pelaryBaHHs, [IePeBipKa;

Tpywenko O.C. — KoHUeNTyanmi3amis, HanucaH-
HS — [IOYATKOBUH TPOEKT, (QOpPMaNbHUI aHai3,
Bi3yautizaris, mepeBipka;

Ycenko ['.B. — agMiHiCTpyBaHHS TPOEKTY, KOH-
LenTyaji3alis, HalMCaHHs — pelleH3yBaHHs Ta pela-
T'YBaHHsI, BEICHHSI,;

Aradonoa O.C. — pecypcu, TOCTIKEHHS, TIepe-
BipKa;

Cemnina 1.O. — pecypcu, nociiKeHHS, IepeBipKa;

Kymraip M.J1. — nocnimkenns, popmanpHUI ana-
J1i3, epeBipKa;

Cunopenko [.B., byt H.O., Kycmniii L.T'. — nepe-
BipKa.

®dinancyBanHs. J[ociKeHHS HE Ma€ 30BHIIIHIX
JoKepen (iHaHCyBaHHS.

Konduiikr iHTepeciB. ABTOpU 3asBISIOTH MHPO
BIZICYTHICTh KOH(IIKTY iHTEpECIB.
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