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femodaroumtapHnin nimdorictiounTosd (haemophagocytic lymphohistiocytosis, HLH) — pigkicHe, NOTEHUIMHO CMepPTEbHE 3axXBOPIOBAHHS,
XapakTepnayeTbCa HAOMIPHOK akTmBaujeto iMyHHOI cucTemn. Mpr HbOMY MOPYLLYETLCA PEryaauLia aktueauii UTOTOKCUYHNX T-NiMPOLNTIB,
NPVPOAHMX KNiTMH-KinepiB (natural killer, NK) i Mmakpodaris, BUKIMKaIOUM ypaxeHHs 6aratbox CMCTeM Ta opraHis. CiMerHui remodaroumtap-
Hu nimdorictioumTos (familial hemophagocytic lymphohistiocytosis, f-HLH) — dopma HLH, cnpuynHera cnagkosyMy MyTauisiMi B reHax-
PErynaTopax UMTOTOKCUYHOI aKTMBHOCTI NMPUPOOHMX Kinepis NK-KITUH, UUTOTOKCUYHUX T-NiMbounTiB. BUABNAEHHA reHETU4HOI MyTaLli
B reHi PRF1 niatBepaxye ajiarHos f-HLH-2, wo BusHavanbHO Ans 3anepeyeHHs BTOpUHHOro HLH.

MeTa — onvcat KaiHi4HWUI BMNaaok nisHboro aebioTy f-HLH 2, acoujiioBaHoro 3 retepo3nroTHoio MyTaujeio B reHi PRFT, y 13-piuHoro
Xnonus.

KniniyHuii BUNapok. Y 13-piyHOro x1onua i3 MxoMaHkolo, Hyd0Tol0, OMIOBAHHAM, OONEM Y XMBOTI, XOBTAHNLEIO BUSIBEHO renarocnne-
HoMeranito, MiABMLLEHHS MediHKoBUX GepMeHTiB, rinepbinipybiHemilo, rinepTpumiuepnaemio, rinodgiéprHoreHemiio, rinepdepuTMHeMIio,
3HUxXeHHs NK-knituH i T-nimdoumnTia, MeTOA0M noniMepasHoi naHurosoi peaxuji (MJ1P) sBusneHo uutomeranosipyc (cytomegalovirus, CMV).
3rofioM y remorpami BUH1KIa naHumMToneHia. Y 6iontari KicTkoBOro Moaky (KM) sHaraeHo 36inbleHHa makpodaris 3 03Hakamu remodaroum-
TOY. [MepBMHHO AjarHOCTOBaHO BTOPWHHWIM HLH, acoujnosanuii is CMV. [1aLieHTOBI NPpU3HAYeHO NiKyBaHHS: BHYTRILLHbOBEHHWIA iIMyHOrNOOYNIH
(intravenous immunoglobulin, IVIG) 1 r/kr N2 2; 3a npoTtokonom HLH 2004 (6e3 eTonosuay), raHuMKNoBsip 3 edektom. Iicns BiaMiHn aexkca-
METa30Hy Ha i Tinbkn CSA KOHCTATOBAHO HAPOCTAIOHY LMTOMEHIIO, MPU YTPUMAaHHI NIABMLLEHHS TpaHCcamiHag. [praHadyeHo pyKCOMTUHIO.
Yepes aa Micauj 3acTocyBaHHs kKombiHauji CSA Ta pykconiTvHIOyY BiaOynocs NoBHE YHOPMYBaHHSA PO3MIPIB NEYiHKN Ta CenesiHku, nediHKoBIX
depmeHTIB, TpUmiLepuaiB, GepuTrHy, GibpuHoreHy, cyenonynauin niMpoLmMTie, remorpamu. [Micns BiaMiH1 DYKCUAITUHIOY BiA3HA4EHO NOBTOP-
HE 3HIKEHHS NOKa3HWKIB remorpamMu. [10BHOEK30OMHE CEKBEHYBAHHS BUSBMIIO MrETEPO3UrOTHY MyTauiio reHa PRFT, Wo oano niacrasm nepe-
FAAHYTW aiarHoa i BcTaHoBUTI f-HLH 2.

BucHoBKuU. [1iakpecneHo, o BKIOYEHHS PI3HVX METOoAiB naboparopHoi AiarHOCT1KYM, acnipaljiHa Ta TpenaHauiiiHa 6ioncis KM, moneky-
NAPHO-FEHETUYHI AOCNIOXKEHHS, HEralHMI NOYaToOK CNeundIHHOrO NikyBaHHA 3anobiraloTb CMEPTHOCTI, BURILLIABHI Y 3HUXEHHI yCKNaaHEeHb
i noninwWeHHi NporHo3y nepebiry xBopoon.

JocnioxeHHs BYKOHaHO BiANOBIAHO A0 NPUHLUMNIB [eNbCiHCLKOI Aeknapalli. Ha nposeaeHHA A0CNIoKEHb OTPUMaHO iHDOPMOBaHy 3rofly 6aTb-
KiB OUTUHW.

ABTOPY 3asBNSOTb NPO BIACYTHICTb KOHDAIKTY IHTEPECIB.

KniouoBi cnoBa: cimelnHui remodarountapHui niMeoricTiounTod 2, NaroricTonoridyHe A0CAIAXEHHS KICTKOBOro MO3ky, PRF1 reteposurotHa
MyTaLLid, NTOBHOEK3OMHE CEKBEHYBAHHS.
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Hemophagocytic lymphohistiocytosis (HLH) is a life-threatening condition caused by immune overactivation. Familial HLH (f-HLH), such
as f-HLH 2, is associated with mutations in the PRF1 gene, essential for ruling out secondary HLH.

Aim — to describe a clinical case of late onset f-HLH 2 associated with a heterozygous mutation in the PRF1 gene in a 13-year-old boy.
Case report. A 13-year-old boy presented with fever, nausea, vomiting, abdominal pain, and jaundice. Examination revealed
hepatosplenomegaly, elevated liver enzymes, hyperbilirubinemia, hypertriglyceridemia, hypofibrinogenemia, hyperferritinemia, and reduced
NK-cells and T-lymphocytes. Cytomegalovirus (CMV) was detected by polymerase chain reaction. Pancytopenia soon developed. Bone
marrow biopsy confirmed hemophagocytosis, leading to a diagnosis of secondary HLH associated with CMV. Treatment included intravenous
immunoglobulin, HLH 2004 protocol (without etoposide), and ganciclovir, with initial improvement. However, cytopenia recurred after
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dexamethasone was stopped. Ruxolitinib was introduced alongside cyclosporine (CsA), leading to normalisation of liver function, spleen size,
lymphocyte subpopulations, and haemogram. Cytopenia returned after ruxolitinib cessation. Whole-exome sequencing revealed a heterozygous

PRF1 gene mutation, confirming the diagnosis of f-HLH 2.

Conclusions. Timely laboratory diagnostics, bone marrow biopsy, genetic testing, and appropriate treatment are critical in preventing
complications and improving outcomes in HLH. Early intervention with specific therapies, such as immunosuppressants and genetic evaluation,

is essential in managing f-HLH 2.

The study was conducted in accordance with the principles of the Declaration of Helsinki. The informed consent of the child's parents was ob-

tained for the study.
The authors declare no conflict of interest.

Keywords: family hemophagocytic lymphohistiocytosis 2, pathological examination of bone marrow, PRF1 heterozygous mutation, whole

exome sequencing.

Bceryn
eModarouTapHui JiMOTiCTIONUTO3
(hemophagocytic ~ lymphohistiocytosis,

HLH) — e piaxicuuii i nebesmeunuii 1ist
JKUTTS Tillep3anaJbHUil CUHAPOM, IO BUHUKAE
BHaciiok crmagakoBoi (mepsunnuii HLH) ab6o
Habytoi (Bropunnuii HLH) imynnOI aucpery-
gamii - [2,3,6].  Cimelinuii  remodarorurapamnii
mimoricrionuros  (familial ~ hemophagocytic
lymphohistiocytosis, f-HLH), skuit Bu3Hava€eTh-
csl K HAsSIBHICTDb MAaTOTEHHWX BapiaHTIB B OHO-
My 3 uotupbox reuiB (PRF1, STX11, STXBP2
abo UNC13D), € iMyHHOIO HEIOCTAaTHICTIO, IO
XapaKTePU3YEThCS TiMepPaKTUBAIIIEI0 Ta HaAMIp-
Hoio mipomidepartieio T-mimdoruTie i Makpoda-
T'iB, SIKi TPU3BOAATH /10 iH(IIBTPAIlii Ta ypaskeHHs
OpPTaHiB, 30KpeMa, y KICTKOBOMY MO3KY, TeUiHIIi,
cesie3iHIli Ta romoBHOMY MO3Ky. F-HLH 3a3Buuait
IIPOSIBJIIETBCSL K TOCTPe 3aXBOPIOBAHHS 3 TPU-
BAJIOI0 BHMCOKOIO TeMIlepaTypoio, ITUTOIEHIE0 Ta
renarociienomeramien. Xoua mposiu f-HLH
3a3BUYAll CIIOCTEPITAIOTHCS YIIPOJOBIK TEPIIUX Mi-
CSIIiB 200 POKIB JKUTTSI, MOKYTb PO3BUHYTHCST BHY-
TPIIHBOYTPOOHO, CHUMIITOMATHYHA TIPE3EeHTAIlist
CIIOCTEPITAETbCA TAKOXK y PI3HUX BIKOBUX TPyIax
niteit Ta B mopocsiomy Bitli. CepenHe BIUKMBAHHS
B HemikoBanux miteir i3 f-HLH, y sxux posBu-
BAETHCS aKTUBHE 3aXBOPIOBAHHS, CTAHOBUTD MEH-
111€e TBOX MIiCSIIiB ITiCJISI TTOSIBU TIPOSIBiB. OCHOBHOTO
HPUYMHOIO CMePTI B OLJIbIIOCTI BUIIA/IKIB € IIpOrpe-
cytoui nmposiBu {-HLH, mucdyHkitist opranis, inBa-
3uBHa iH(exIis Ta kpoBoTeva [5,7,9,17]. Buache
3aCTOCyBaHHS crenudiyHOTO 32 MPOTOKOJIAMU
aikyBannsg HLH-94 i HLH-2004 3 mopasbinoio
AJIOTEHHOIO ~ TPAHCIJIAHTAIlIEI0 TeMOMOETUYHUX
croBOyposux kiitTuH (allogeneic hematopoietic
stem cell transplantation, HSCT) mouinmye
BIKMBAHHS TaKUX MAIiEHTIB [ 3,4].

Mema nocnimKeHHS — OKPECJUTU TMOEIHAH-
HSI KJIHIYHUX, BidyamizamiiiHux i JrabopaTopHUX
O3HAK y TPUHAISTUPIYHOTO TAIliEHTA 13 Ti3HIM
1e0I0TOM ciMeitHOro remodarouTapHoro JiMdo-
ricriorurody (f-HLH), cnpuunHenoro rereposu-
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TOTHOIO MyTallieo B reri PRF1, ta akieHTyBaTh
Ha Ba)KJIMBOCTI T€HETUYHUX TECTiB JJIST OCTATOY-
HOTO BCTAHOBJIEHHS [liarHO3y 1 audepeHtiantii
Big BTopunnoro HLH.

HocniskeHHss BUKOHAHO BiIIIOBiZIHO /10 TTPWH-
numiB lembcincepkoi geknapaiiii. Ha mpoBenenHs
JIOCJIIJIZKEHh OTPUMAHO iH(MOPMOBaHY 3roy 6aTh-
KiB IUTUHU.

Kmigiyauii BUnamaox

XBopoba B 13-piuHoro xjomumka aeboOTyBa-
JIa TIOSTBOIO ¢J1abKOCTi, COHIMBOCTI, GOJII0 B HOTaX.
Ha 5-ty 106y XBOpoOM [NO€mHATNCS PO3PiKeHi
BUIIOPO’KHEHHST CBIiTJIO-’KOBTOTO KOJIBODY, HYJO0-
Ta, OJIOBaHHS, 3'SIBUJIACS KOBTSIHWIIL. 3BEPHYB-
csa 1o JIbBiBCbKOI 00/IaCHOI AUTSYOI KJIHIYHOI
gikapuai «OXMAT/AUT», 3Binku 6yB cKepoBaHwMit
no JIbBiBCcbKOI 0OsacHOI iH(EKIIHHOI KITiHIY-
Hoi gikapui (JIOIKJI) i3 pmiarHO30M TOCTPOTO
remaruty. Y JIOIKJI nepebysaB 7 ni6, me Biu-
3HAYEHO HapoCTayi rinep6inipybinemio
(345,0-456,0 mMxmousb/m) i nuromis (anmaHiHami-
norpancepasza (AJIT) — 2595,0 MO/, acnap-
tataminoTpancdepaza (ACT) — 1510,0 MO/mx).
Bipycny ertiosorito renatuty 3arepedeHo (Te-
natut B, C, TOKcOIIa3MO3, IUTOMErajoBipyc
(CMV), sBipyc Enmreitna—bappa (Epstein—
Barr virus, EBV) ne BusBseno. /liarHocToBano
TOCTPUI TeTTaTUT HEBCTAHOBJIEHOI eTiosoTii. Jlutn-
Hy rocmitamizoBano 10 ClI «3axiiHoyKkpaiHChbKUT
CIeIiali30BaHUN TIEHTP» 31 CKapraMy Ha Tapsiuky,
Hyzt0TYy, 6JI0BaHHsI, 61/1b y JKUBOTI Ta JKOBTSIHUIIO
B TSAYKKOMY CTaHi 3 03HaAKaMU 3aTaJibHO1 iIHTOKCHUKa-
1ii. O6’eKTUBHO: IIKIPHI HIOKPUBU IKTEPUUHI, BUCKII
BincytHiil. Ckiepu ikTepuyni. CBioMicTh He TO-
pymiera. Mugsuii, masmoaktusauii. [lepudepnuni
simbaTiyni By He 36imbiieni. Hax rerensivu —
JKOPCTKe JUXaHHHd, XpUnu BiacyTHi. ToHu cepig
PUTMIiYHi, 3BYYHi, NATOJOTIYHI HIYyMU BiJCYTHI.
JKusiT M gakuii, He OoJIOYML, TIediHKa MOOiIbIIe-
Ha +2,0 cm, cemesinka +1,0 cM i3-mijg Kpaio pe-
6eproi ayru. BumoposkHeHHs1 6e3 MaTOJOTIYHUX
JIOMIIIOK. BoruuimeBux 3MiH II€HTPaJbHOI He-
peoBoi cuctemu (IITHC) He BusBieHO. 3arajb-
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riB 3 o3Hakamu remodaroumTody; 6 — CKynuyeHHsi epuTpobnacTiB HaBkono Makpodaris; dapbyBaHHs 3a PomaHoBCbkMM-TiM30t0

(a—x — 36inbleHHs x100; 3—i — 36inbweHHs X10)

nuit ananiz kpoBi (3AK): epurporutu (Ep) —
4,71x1012/71, remornobin (I'6) — 135 r/x, neiiko-
nutu (Jle) — 8,3x109/11, eosunodinbhi (e) — 0%,
nannukosinepui (n) — 3,0%, cermenTtosiepHi
(c) — 88,0%, mimporut (1) — 5,0%, MoHOIUTH
(M) — 4,0%, tpomborutu (Tp) — 240,0x109 /11,
migsumierds AJIT — 2500,0 MO/a (vopma (N) —
20,0-45,0 MO/n), ACT — 2800,0 MO/xn
(N — 20,0-40,0 MO/x), rinepbinipybinemis
(3arasmprwmit 6iipy6in (3.Bin) — 231,5 MKMOJIB/II,
npsamuit — 152,0 MKMOJIb), TraMMa-riyTamis-
TpaHCHenTha3u B cupoBaTili kposi — 320,0 MO /n
(N — 71,0 MO/n), rineprpurminiepunemis —
4,0-4,1  MO/xn, rinopibpuHoTEeHEeMis ~— —
0,6—~0,8—1,0 r/n, rinepdepurunemiss — B mia-
nazoHi Big 320,0 10 >1000,0 MKr/J1, BUCOKMUI TI0-
Ka3HUK CHPOBATKOBOTO 3asiza — 56,0 MKMOJIb/J,
Hu3pknuii  piBeHb NK-kIiTUH Ta aKTUBHICTD
T-xmituH. 3anepedeHo ayTOIMyHHUI TelaTwur,
CHCTEMHUU 4YePBOHMIT BOBYaK, XBOpoOy Bimbco-
Ha—KoHoBas0Ba, TecT 3a 0MOMOroI0 MoJliMepas-
HO manioroBoi peakitii (IIJIP) ma HCV RNA,

106

HBV DNA, HAV, EBV, nocmimxkenHs iMmyHO-
depmeHTHUM  MeTOMOM  Ha  HagBHicTL  BILJI
(CHI/), cudinicy, mapasuTiB — HeraTWBHi pe-
gyabratu. [IJIP BusiBneno nmosutusauiit CMV —
1,73x105 kmitun, 5,4x105/xomiit /IHK. Tpusnaue-
HO BHYTPIIITHbOBeHHU (B/B) TaHIIUKJIOBIP. 3a 1a-
HUMM KOMTT I0TE€PHOI ToMorpadii TpyIHOT KT TKY Ta
OprafiB YepeBHOI MOPOKHUHU 3 KOHTPACTHUM TIiJI-
CUJIEHHSIM KOHCTAaTOBAHO TelaToCIJIEHOMETaiio
i ramapToMmy cesie3iHku. Yepe3 TPW TUXKHI IMiCJIs
rOCITiTaMi3aIli B TeMorpaMi BUSBJIEHO JIBOTIAPOCT-
KOBY TIuToneHio: Jetikoneniio (0,6—1,8%x109/m),
tpomboruronenio (30,0-70,0x109/1), srogom —
anemiio (I'6 — 82,0 /).

Jlns Bepudikarii giarHo3y BUKOHAHO actipa-
IIITHY Ta TpermaHaliitny 6ioTciio KiCTKOBOIO MO3KY.
Y MasoKTITHHHOMY KiCTKOBOMY MO3KY BUSIBJIEHO
30iJIbILIIeHHsT KiJIBKOCTI MakpodariB 3 o3HaKamu
remodarommnTosdy (puc. la-i, 2a-B). AHOMaTbHUX
KJITHH ab0 TTapasuTiB He BUSIBJIEHO.

TaknM 4MHOM, 32 KOMIIJIEKCOM JIaHUX aHaMHe-
3y Ta KJiHiYHOTrO rnepebiry XBopobu: 1e6I0T XBO-
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Puc. 2. NatorictonoriyHa kapTuHa: a — rinouentonspHUiA KiCTKOBUIA MO30K 3a paxyHOK rinonnaaii rpaHynoymMtapHoro ta Merakapio-
LUMTapHOro NapocTkiB; 36inbweHHs x10; 6—-B — niHUCTUIN Makpodar i3 3anukamMu GaroumMToBaHUX epUTPOLUTIB (MO3HAYEHO YOPHOIO

CTpinkoto); 36inbLueHHs x40

pobu 3 rineprepmil, TOKOBTIHHS IMIKIPH i CKJep,
renaroi€HATbHUN CUHIPOM, 3a JTabOPaTOPHUMU
KPUTEPISIMU — TPHUIIAPOCTKOBA IUTOIEHI, Tilep-
TpaHcdepasemis, rinepdepurunemis, rimodibpu-
HOTEHEeMisl, TINepTPUrJilepuieMis, 3HUKEeHHI
B abcosorHiit kimbkocti NK-xiitun, T-mimdo-
IUTIB, HAABHICTb MakpodariB y BeJWKiil Kisb-
KOCTIi B KICTKOBOMY MO3KY 3 (DaroruroBaHuM cy0-
crpatoM, OyJsio jpoctaTHbo kputepiiB (8/8) [17]
Juig Bepudikallii giarHo3y remModaromuTapHoTOo
gimcdorictionmuTody. IloyaTkoBO iarHOCTOBAHO
sropunHuiit HLH, acomiiioBanuii i3 CMV. Ilpose-
JIEHO MaTHITHO-PEe30HAHCHY TOMOTrpadiio TOJIOB-
HOTO MO3KY Ta aHaJli3 CIIMHHOMO3KOBOI PifiIMHU
(y HOpMi), B34TO KPOB HA TEHETUYHI JIOCJIIJ[XKEH-
H¢ BI/IMOBi/IHO 710 pekoMen iaitii mporokosy HLH
2004 [17]. AwTuHi npu3HAYeHO JIKYBaHHS: BHY-
TPiIIHBOBEHHI iMyHOTIOOY TiHY 1 T/Kr Ne 2; eputpo-
muTapay Macy Ne 1, pomGokonienTpar Ne 1, an-
THOAKTEPINHY, TOCUMITTOMHY Tepariiio. [IpoBeerno
mpOoGiTaKTUKY MTHEBMOIMCTHOI TTHEBMOHII Oicerr-
TOJIOM, BianoBisHOo n0 npotokony HLH 2004 —
nekcameTa3zoHoM, CsA, OKpiM eTomnosuiuy, SKuii
He 3aCTOCOBAHO Yepe3 TSKKICTh CTaHy Ta aKTUBHY
Bipemilo. B/B TaHIIMKJIOBIP 3aCTOCOBAHO 3 T103M-
tuBHUM edexrom, [TJIP va CMV Tpuui nokasas
HeraTUBHUI pesysbraT. Taka Teparisi BUsSBHUIACS
e(eKTUBHOIO, OCKIJIbKU [JOCATHYTO BiJIHOBJIEHHS
MMOKAa3HUKIB TeMorpamMu /10 HopMmu. lIpoTe micig
BiIMIHM JleKCaMeTa30HYy Ha TJi TIiJTbKU ITUKJIO-
CIIOPUHY Bi/I3HAYEHO HAPOCTAIOUy IUTOIEHII0
(JIe — 1,3x109/1, abcosoTHe 3HAYEHHST HEHTPO-
dinbuux rpanysonutie (aertp) — 0,45%109/1,
Tp — 120x109/1, T6 — 95 /1), nuTOMI3 yTPUMY-
BaBcsi: AJIT ta ACT y 3—-4 pasu nepeBunryBain
HOPMaJIbHI 3HAUeHHs. 3a pe3yJbTaTaMi MOJIEKY-
JISPHO-TEHETUYHOTO JIOCJII/KEHHS, MOBHOTO €K-
30MHOTO CeKBeHyBaHHs B Jabopatopii 3 billion
(m. Ceyu, Pecniybiika Kopest) BusiBieHo myTa-
1[if0 TeHa, TOB’S3aHy 3 reMo(arouTapHuM JIiiM-
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(oricrionuro3oM, ciMelHnM, 2 TeHHWI TeTepo-
3UTOTHUI BapiaHT, TeHoMHa mo3ulis PRFT:
10-72358477-C-T (GRCh37) k/IHK:
NM_001083116.  1:p.Gly334Ser.  IlarmienTtosi
1o CsA npusHauyeno pykcosrituni6. Taka kombiHa-
i1 MeIUKaMEHTIB BIIPOJIOBXK JBOX MICAIlIB Masa
no3uTuBHUN edekT. BinznaueHo moBHy HOpMai-
3aIlif0 TIeYiHKOBUX (DEePMEHTIB, TPUTTIIIECPUIIB,
depuruny, GhibpuHOTEHY, CyOmOMysAIiin Jgimbo-
IUTIB, TOKAa3HUKIB TeMOTPaMH, CHPOBATKOBOTO
3aJ1i3a, perpecyBaB TenaToJi€HAJbHUN CUHAPOM.
OpHak Ha TJ1i BigMiHu pyKcuniTuniOy yepes 10 1i6
BijiIzHaueHo nmopropHe 3umxennd Jle — 1,44x109/n
(ueiitp — 0,7x109/n), Tp — 97,0x109/n, T6 —
97,0 r/n. 3 takmmu nokasaukamu 3AK marienTa
B KOMIIEHCOBAHOMY CTaHi €BaKyHOBaHO [JIsI T10-
JQJIBIIOTO JIIKYBAaHHS B 3aKOPIOHHIH KJIiHIIL.

OO0roBopeHHst
Temodaronurapumii JiM@oricTionnTo3
(HLH) — ne mnoreHuiiiHo cmepTesbHE 3aXBO-
PIOBaHHS, 1[0 XapaKTePU3YEThCS  IMOPYIIECH-

HAM PeryJidiii iMyHHOI BiAINOBiZIi HAa AHTUTEHHU.
Ile mpusBOAMTH /10 HEKOHTPOJHOBAHOI aKTUBa-
il iIMyHHUX KJITUH 1 HeOe3IIeYHOTO I KUTTS
muToKiHOBOTO TmTOpMy [2,6,10,18]. HLH wmox-
Ha TIOJIIJINTYA HA JIBA TUIW: IEPBUHHUN 1 BTOPUH-
nuii. Tepmin <«umepsunnnii HLH, abo cimeiinmii
f-HLH» wuacTto crocyerbesi ocib 3 OOTSKEHUM
ciMeitHUM aHaMHe30M ab0 HAsBHICTIO TEHETUYHUX
NPUYMH, 30KpeMa TeHeTUYHUX aHoMasliil. Ichye
GaraTo TeHeTMYHWX NPUYMH BUHWKHeHHs HLH.
[puunna f-HLH tumy 1 3agumiaerbest HESICHOIO.
Tunum Big 2 no 5 f-HLH Buxiwkani myTtarisMu
B PRF1, UNC13D, STX11 i STXBP? BinnosBizHo
[5,7]. MyTamii PRF1 i UNC13D € naiinompeti-
MIMMKA MyTallissMid B KuTaiicbkux miteit i3 f-HLH
[26]. Ho xateropii «Bropunanx HLH» namexatnh
MAIiEHTH 3 HaOyTUMK TMOPYIIEHHSAMHU OJIOKyBaH-
HS IMyHOKOMITETEHTHUX KJIITUH YHACJIZIOK TSKKOT
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iH(exIil, ayToiIMyHHUX 3aXBOPIOBaHb ab0 3JI0sIKiC-
Hux neoriazint [11,13,18,21,22]. Pinko B ocHOBi
HLH nexarp Bpomkeni imynomedinutu [39].
Y cepentbomy 9,4% BUIAIKIB CTAHOBJISATD i/ioma-
trnani popmu HLH, kon He BaaeThbest 3HANTH KO-
HOTO TpUTepa [IJisl TOSICHEHHST PO3BUTKY XBOPOOH,
He3Ba)Kaloun Ha BEJIMKUI CIIEKTP AOCTiKeHb [1].
Came Taki XBOPi CTaHOBJISATH 0COOJUBY TIPOOIEMY,
OCKIJIbKM JIiKapi 4aCTO MOXKYTb IIPOBOJAUTHU HECKiH-
4eHHi 00CTEKEHHsI JIJIST BCTAHOBJIEHHST OCTaTOYHO-
IO JIiarHo3y, 1110 MOXKe CIIPUYUHATH HeIIPUILYCTUMY
3aTPUMKY JIIKYBaHHSI.

3axsopioBanicte Ha HLH xommBaeTbcss B Me-
xkax Big 1:50 000 mo 1:300 000 skmBOoHApOIKE-
Hux, Oiabimicrs aiteit i3 f-HLH wapomxkyorbes
3/I0POBMMH Ta PO3BUBAIOTH CHUMIITOMU B TIEPIITi
2—6 MICALIB JKUTTH, XO04Ya Ile MOKe BUHUKATUA
B ycCiX BikoBuX rpynax. HeonatasbHuil 1moyaTok
XBOPOOU PEECTPYEThCS JIHile B 4% 3 yCiX BHUIIAJ-
ki f-HLH [19,20,40]. HLH piBaOMipHO mTOMIIH-
penmii cepen 000X craTeil, He Bi3HAYEHO YiTKOI
pacoBoi abo erniunoi cxuabtocti [28]. HLH xa-
PaKTepU3y€eEThCS HEBIMHHOIO JTMXOMAHKOIO, IIUTO-
MeHisAMU, TenaToCIIeHOMeraieio, KoaryaonaTieio
Ta MiZIBUIIEHHSIM THIIOBUX OioMapKepiB, 30KpeMa,
(hepuTHHy 1 pO3UMHHOTO PpelenTopa iHTepJieli-
kiny-2 (IL-2) (sIL-2R) [14,31,33,36]. ¥ nartienTiB
TaKOXX MO’K€ PO3BUHYTHCS BUCHII, TENMATUT, KO-
aryJionartig, TOCTpa TIEYiHKOBA HEJIOCTATHICTh,
ypaxxennda [IHC, momiopranHa HexocTaTHICTb
Ta iHIIl TIPoOJIeMH, SIKi [ysKe 4acTO IPU3BOIAATD 10
cmepti. Bucokuii piBeHb CMEPTHOCTI IIPU TaKOMY
[aTOJIOTIYHOMY CTaHi MOTpedye SKHANUIIBUIIIO-
TO BCTAHOBJIEHHS [[iaTHO3Y Ta HETAITHOTO TTOYaTKYy
JIIKYBaHHS rinep3anaibHoro cunapomy. F-HLH
HOPsiZl i3 KOMOIHOBaHUM BPOJIKEHUM iMyHOmedi-
mutom (SCID) € ocHOBHOIO TPUYMHOIO CMEPTI
B JIiTeil TIEPIIOTO POKY KUTTH BiJl TSIKKUX iH(pEK-
miitanx yckaagHenb. Xsopi wa f-HLH cxwmbhi
10 po3BUTKY TsikKoi (hopmu HLH, sika mozke 6yt
(bataspHOIO 4Yepe3 TOMIOPraHHY HEAOCTATHICTD,
HaBiTh GHYMpPIUHLOYMpPoOHo abo BiApasy Micys
HapojpKeHHsA. HacTo AITAM He BIAETHCA JOKUTU
no tepanestuynoi HSCT [19,42].

Ocrarounnii miarno3 HLH wacto Bcranosiio-
I0Th i3 3aI3HEHHAM, OCKIJIBKU CUMIITOMU XBOPOOU
B 6araThbOX BUIIAJIKaX € HETUIIOBUMHE Ta MOJIMOP-
(bayrMu. BisbImicTh MAIEHTIB MAIOTh Pi3HI O3HAKHU
renaTUTy IMPU 3BEPHEHHI, IO CJIiJl BPaXOBYBaTU
B Mu(epeHIiitHoMy /iarHOCTYBaHHI 32 HAsgBHOCTI
TOCTPOl TeviHKoBOI HemoctatHocTi [31]. Cxo-
KM (DEHOMEHOM 3aXBOPIOBaHHs Je0I0TyBaIO
B OIMCAHOMY HaMM BUTAJKY. B abcosroTHoi Gisb-
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mocti (Maizke 95% marientiB) ocib € o3Haku
JIMCEMIHOBAHOTO BHYTPIITHbOCY/IMHHOTO 3TOPTaH-
HS KPOBi 3 BUCOKMM PU3UKOM TOCTPOI KPOBOTEUi
[31]. IIpu HLH moxyTb crocrepiratucs pisHo-
MaHiTHI IKipHi ITPOSIBU, 30KPEMA, TeHepai30BaHui
IJIIMUCTO-TIANYILO3HUN  €pUTeMaTO3HUI BUCHII,
reHepasiioBaHa epUTPOJIEPMist, HAOPSIK, IAHIKYJIIT,
MopbirichopmHa epureMa, mierexii Ta myprmypa [27]
i3 4acTOTOMO MKIpHUX TPOSIBIB Bix 6% 10 65% [21].
Y yacTuHM TaIi€EHTIB CHOCTEPIraloThCcs O3HAKH,
mo BKasyioTh Ha xBopobOy Kasacaki (epurema-
TO3HMII BUCHIL, KOH'IOHKTHUBIT, YepBOHI ryou
Ta 30iJbLIEHHS MUAHUX JIM(aTHYHUX BY3JIiB)
[31]. XBopoba Moske ypaKyBaTh JiereHeBY TKaHU-
HY 3 PO3BUTKOM TSKKOI JieTeHeBO1 MUCQYHKITI,
1o 17151 88% XBOPUX MOJKE 3aKIHUNTHCS JIETATbHO
[15]. ¥V monan TpeTWHUW TAIi€HTIB BUSBJSIOTHCS
HEBPOJIOTIYHI CUMIITOMU (CY/IOMU, MEHIHTI3M, T10-
PYIIEHHS CBIJIOMOCTI, Tapajiiy ueperrHo-MO3KO-
BUX HEPBIiB, ICUXOMOTOPHI 3MiHU, aTaKCisd, Tinmep-
ecresist abo rinoronis) [15]. Y miteit i3 HLH mox-
JIUBI KPOBOBWJIMBU B CIiTKiBKY, HaOPSIK 30pOBOTO
HepBa Ta iHdinbrpamist cyanHHoi obomoHkn [21],
a Takoxk audysHa nepudepuyHa Helfporatisa
3 OoseM i cjaabKiCTIO BHAC/IZOK PYyHHYBaHHS
Miesiny makpodaramu [12]. Basxkausum y maiarao-
cryBanni HLH e gociipkeHHS KiCTKOBOTO MO3-
Ky, OCOOJIMBO [IJIsl 3arepevyeHHs] reMaTOJIOTIqHUX
3axBopioBadb [16]. OxpiM KiCTKOBOTO MO3KY,
y cesie3iHIli, JiMMaTHIHNX By3J1aX, IeKOJTU B 1HIITNX
opranax abo y cnuHHOMO3KOBiit pizuai (CMP);
npu ypakenni [ITHC moxna BusgButH remodaro-
Ut — Makpodard, y IUTOIIa3Mi SKUX BUIHO
MOTJIMHYTI ePUTPOINTH, 1HKOJW TaKoX W iHII
KIITHHY (HATPUKJIAA, JIEHKOIUTH, TPOMOOIINTH)
a6o ixui pparmentu. Toxi sk BizicyTHiCTH reModa-
roluTo3y He moBUHHA BUKIoyatu HLH, ockinb-
KM BOHA BUSIBJIETHCS Jnie y 25—40% narienris
Ha mouyatky 3axBopioBanug [21,32]. Cuix 3a3Ha-
YUTH, MO BUABJIEHHS reMOodaromnTody B KiCTKO-
BOMY MO3KY He € Hi crenudiuHuM, Hi 4yTIUBUM
metoznoMm st HLH [16]. Ileit meTox € moctaTHbho
iH(OPMAaTUBHUM JIJII  BCTAHOBJIEHHST JIIaTHO3Y
B KOMILIEKCI 3 IHIMUMU JTabOPaTOPHO-KIIHIUH-
MU KpuTepisiMu. JliarHOCTUYHUMU KpUTEpiaMu
g Bepudikanii HLH € mosekynsipue miarHo-
cTyBaHHSI (BUSBJIEHHSI  BIiJIIOBIJIHOT ~ MYyTaIllii)
ab0 HasBHICTH >5 i3 8 KpuTepiiB: JMXOMaHKa
>38,5°C; cruieHoMeraisi; IUTONEHiss B MeEpH-
(hepuuniii kpoBi y =2 i3 3 MapoOCTKiB reMoIoesy
(T6 <90,0 r/x, tpomborutu <100,0x109/1, Heii-
tpodinu  <1,0x109/x); rimeprpurinepuaeMis
(marme >3,0 mmosb/n [265,0 wmr/mia]) i/abo
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rinodi6punorenemist (<1,5 1/x1); rinepdepurn-
Hemiss >500,0 MKr/n (HalOLIBITI XapaKTepHUI
MPOsB, MOKa3HUK pocsrae Beanaunu 70 000 mxr/n
i BUIIle; HU3bKA KOHIIEHTPaIlisd (hepuTuHy 3arepe-
uyye miarno3 HLH); remodaronutu B KicTkKOBOMY
Mo3Ky, CMP a6o sgiMdarnyHux Bysjax; 3HUKE-
Ha a6o BixcytHs akTuBHiCTH NK-KITiTHH; piBeHD
sCD25 (nanior o-perentopa iHTepJeiKiny-2)
>2400 O/l/ma. IlpumyckaioTh, 110, SKIIO PiBEHb
bepurnny cranoButrh >2000 Hr/muI, 178 BCTa-
HOBJIEHHSI JIiarHO3Y J0CTaTHIM MOKe OyTH BUSIB-
Jgenns 4 kputepiiB [17,36]. Y naBemenomy Hamu
KJIHIYHOMY BUTIQJIKy Makpodaru 3 ¢daromuroBa-
HUM CyOCTPATOM BUSIBJISICS B IUTOJOTTYHUX 1
ricroorivnux npenaparax (puc. 1, 2) y moeanansi
3 TenaToJiEHAJTbHUM CHUHPOMOM, TPHUIAPOCTKO-
BOIO IIUTOIIEHI€T0, TirmeprpaHcdepaseMi€lo, Timep-
dhepurntemicio, rinodibpuHOreHeMi€, rinepTpu-
LJIIePUAEMIi€I0, 3HUKEHHSIM a0COIOTHOI KIIbKOCTI
NK-kmitnn, T-mimdormutis — 8/8 kpurepiis,
IO CTAJIO IIJICTaBOIO JJIs1 BCTAHOBJICHHS /11arHO3y
HLH Tta HeBiiKIaHOTO TOYATKY JIKyBaHHS.
TeneTnuHuil aHami3 € 0OOB'SI3KOBUM IS TIiJI-
teepiskerns f-HLH. CeksenyBannss HLH-acori-
oBaHUX reHiB a00 CEKBEHYBaHHS €K30MiB 3p00u-
JIV BeJIUKUH BHECOK Y /1iarHOCTYBaHHS BPOJXKEHUX
dhopm HLH, ocobsuBo B miTeil. 3aBAsKu MOJIEKY-
JIIPHOMY JIOCJT/IPKEHHIO B TIOHAJ] TIOJIOBUHM Tiejlia-
TPUYHUX TAIIEHTIB € MOXKJIUBICTh BepU(diKyBaTH
JliarHO3, HaBiTh 32 BIZICYTHOCTI CIMEHHUX BUTIQ/IKIB
[9]. Hepunnwit HLH, a6o f-HLH, crnpuuune-
HUHM MyTallisiMU B reHaX, 3a3BUYail IPOSBJISIETHCS
B paHHBOMY AWTUHCTBI. OmucaHo Taki MiATATN
FHL: FHL-2 uepe3 myranii 8 PRF1, {-HLH -3
(UNC13D), f-HLH -4 (STX11), f-HLH -5
(STXBP2), cunapom Ipimenni tuny 2 (RAB27A)
i cunzgpom Yeniaka—Xiramri [10]. Octannim yacom
icHye Garato TMOBIIOMJIEHD TIPO 301IbIIEHHS Kijib-
KOCTi JIOPOCJINX 13 [M[IarHOCTOBAHUM TIEPBUHHUM
HLH [33], a Takok BUSIBJIEHHS MOHOAJIETTBHUX MY~
Tariii rexis, nos’sanux i3 f-HLH, y narienTis i3
HLH i cunapomom akrtusaiiii Mmakpodaris [5,11].
Y nopocaux nanientis i3 HLH Haiinommpeninmmmu
MaTOTeHHUMU BapiaHTamMu € MyTailii B renax PRF1,
STXBP2 i UNC13D |44]. Cetica V Ta cmiBabT.
(2016) BBakalOTh, 1O JBOAJEIbHI PYHHIBHI MY-
taiii B reHax, nos’s3anux i3 f-HLH, npussogars
JI0 CEPHO3HUX IUTOTOKCUIHUX /Ie(DEKTIB i paHHbO-
ro movarky f-HLH, HaBitb 3a BizicyTHOCTI TpHrepiB
HABKOJIMIITHBOTO CePeIOBUIIA, TO/i SK TilTOMOP-
(bHi a0 MOHOAJIETbHI MyTaIlii B THX CAMUX TeHax
ITOB’sI3aHi 3 MEHIINM ITMTOTOKCUIHUM AeDEKTOM
i Mi3HIIMKAM TIOYATKOM 3aXBOPIOBAHHS, OCKIJIbKU
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iM TIOTPIOHMI GIJIBIN TIOTYKHUIA TpUrep, 100 BU-
steutu (pernorunt HLH [7]. Ha nymxy Ciambotti B
(2014), HLH mosxHa po3risaaTv SIK JUHaMiqHI ]
JIQHITIOT 3alaJbHUX CTaHiB, KOJIM PU3UK PO3BUT-
Ky CHHIPOMY € HACJIiJIKOM TOHKOTO OasaHCy MixK
CXWJIBHUM TEHOTHUIIOM 1 (pakTopamMu HaBKOJIUIII-
Hporo cepenosuiia [11]. OTxe, cmporeni crpo-
6u posminutu namientis i3 HLH wa mnepBunHy
Ta BTOPUHHY (DOPMU BEyTh KJIHIIUCTIB Y KOH-
HeNnTyaabHUil JabipUHT, 10 MOXKE IMePEeInKo/Ka-
TH PO3I3HABAHHIO XBOPOOU ab0 3yMOBJIIOBATH
HEeINpPaBUIbHY KJIacU((]iKaIlilo HEUiTKUX BUIIAIKIB.
Xin X Ta cmiBaBt. (2023) onumcanu 42-piyHOTO
MaIieHTa 3 TeTEePO3UTOTHOIO MyTaiieo ¢.674G>A
B reri PRF1 i3 HLH. ¥ xBoporo micisi KopoTKoi
peMicii 3a OITOMOroI0 Teparii JeKcaMeTa3oHoM i
€TOIO3M/I0M XBOPOOA MIBUIKO PEIUANBYBAIA JJIsI
JIOCATHEHHS TOBHOI peMicii fiomy niposenu HSCT
i3 mosutuBHUM edextom [41]. Harre nocmimxenns
BUSIBUJIO PijIKicHY MicceHc-myTaitiio 10-72358477-
C-T (GRCh37) x/IHK: NM _001083116. 1:p.
Gly334Ser y reni PRF1 y marienta 3 XBopo6oio
HLH, gy MoxHa OIIHUTH K MOXKJWBUI 11aTO-
reHHUI BapiaHT, BPaxOBYIOYM PaHHIN penujus
XBOPOOH y (hOpMi JIBOX eI1i30/1iB HAPOCTAI0YO]I MaH-
UTOIEHI] Ha TJIi KOMOIHOBAHOI MeJIMKaMeHTO3HOI
Teparii. OCKiZTbKM B ONMUCAHOMY HAMW BUTAIKY
icJisT KOHCEPBATUBHOTO JIKYBAaHHS TaKOX CTaBCS
MMOBTOPHUI €11i30/] MAHIUTOIIEHI], 3 OTJISA/Y Ha TTep-
cuexktuBu HSCT a1 nopaTyHKy SKUTTS AUTUHM,
Hallla MYJBTAACITATIIIHAPHA KOMaH/a BUPINIAIA
CKepyBaTH TAITIEHTA /IO CIEIiaTi30BaHOTO Menyd-
HOTO TIEHTPY 3a KOPJIOHOM, Oepydn /10 yBaru BCi
PU3MKU B yMOBaX BiliHU B YKpaiHi.

[lna Becranossienns giarnody HLH Takox ciin
BUKOHATU METOJM Bi3yasisallii, HacaMIepes s
3anepedyerdss Heoriasil. Tum dwacom moTpiGHO
pO3ToYaT eTiONOTIUHI AOCTIIKEeHHS, HacaMIiepe/T
31 CKpUHIHTY Ha iH(EKIIl Ta peBMaTOJIOTIYHI 3a-
xBoproBanHs [17].

[Ticnst Bepudikariii miarmosy HLH neoOxi-
HO TEPMiHOBO PO3MOYATH  IMYHOCYIIPECUBHY
€TIOTPOITHY TEPaIIiio /IJisk KOHTPOJIIO Tinep3araieH-
us. Tepaniss HLH cripsimoBata Ha 6,10KyBaHHS 200
3MEHIIEHHsT HeOE3METHOTO JIJIST JKUTTS 3aITaaIbHOTO
poriecy i TaKoK BUMAarae JiiKyBaHHSI OCHOBHOTO
Tpurepa, SAKINO Takuii ieHTugikoBanuii [24]. ba-
30BOIO Ha ChOTO/IHI € MPOoTOKOJibHA Teparia HLH-
2004: eTonio3u/, IMKJIOCTIOPUH, JIEKCAMETA30H, TIPU
ypaxenni [[HC — inTparekanpiuii MeToTpekcar
[3,17]. Iicas mocsiraenns pemicii f-HLH-mamien-
Tam pekoMmenzoBana ajoreaHa HSCT, equnanii Ha
ChOTO/IHI eeKTUBHUIN MeToJl JiKyBaHHS [4,26].
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Taka Tepamisi CyTTEBO 3HUKYE PiBEHb CMEpPT-
Hocti narientiB i3 HLH. Ilpore 5-piune Buku-
BaHHS 3AJTMINAETHCS HU3BKUM i CTaHOBUTDH ~60%.
Ili nanexo He ijieanbHi pe3yabTaTH CIIOHYKAIU /10
JIOCJI/IDKEHHS  aJIBTePHATUBHUX — TepalleBTUYHUX
ctpareriii. [lyig noiniienHd pe3yJibTaTiB JiKyBaH-
H 30cepe/iKeHe JOCHIIKeHHS Ha BUKOPUCTAHHI
HOBUX IMTOKIHCIIPSIMOBAHUX Tepariil /st 1mocJia-
6aennst 3ananents npu HLH. ¥ martienris i3 ped-
paKTepHOIO, PENUINBHOIO YK TTPOTPecyovoio (op-
moto HLH abo 3a HermlepeHOCMMOCTI TpaguIliiiHOTO
JIiKyBaHHSI e(PeKTUBHO 3aCTOCOBYETHCS eMarlairy-
mab [38]. Ile MOHOKJIOHA/IbHE AHTUTIIO JO JIOJ-
cokoro 1gGy, sike HekoHKypeHTHO iHriOye IFN-y.
Emamnanrymab € mepiinoro Tepariero, CrpsiMOBaHO
Ha iuToKiHu. [Tpenapat cxBaseHn /7151 JTIKyBaHHS
nepsunHoro HLH y popocsix a6o miteit. Emana-
JymMab TPU3HAYAI0Th, TOYNHAIOYN 3 1031 1 MT/KT,
i BBOJIATH y BUTJISAI B/B iH(Yy3il iporsrom 1 roj
0 3—4 no6mu. [losyBanusa Moxke OyTH 301IbIIEHUM
1o 10 Mr/Kr 3aj1eKHO Bijl KJIiHIYHO1 BiJIITOBIIi, OITi-
HEHOI 3a 3MiHaMU KJIIHIYHKX 1 JaOOPaTOPHUX Map-
kepiB HLH. Ilamientn Tako:x IMOBUHHI OZHOYACHO
orpuMyBaru jekcamerasoH (5—10 mr/m2 Ha 100y)
YIPOIOBK yChOro Kypcy Teparii [38]. Inmmm asnb-
TEPHATUBHUM JHEBUM 3aCOO0M 3a HeeeKTUBHOCTI
npotokosibHOTO JikyBanHsa HLH € pykcomnitu-
Hi6 — cesextuBHUN iHTiGiTOP stHyc-KiHa3 (JAKs)
JAK1 i JAK2 Ta neperBOptoBay curHasy i akTHUBa-
top Tpanckputitii STAT-3, 1o TuM camuM 3MeHTIIIy€e
repe/laBaHHs CUTHAJIIB 1 TPOAYKYBaHHS ITUTOKIHIB,
3okpeMa [L.-6 Ta I[FN-y. ¥ namienTis i3 macoro Tijia
70 25 Kr MeIUKaMeHT 3aCTOCOBYIOTh Y /I03yBaHHI
2,5 mr aBiui Ha 106y 1 B 0cib i3 Macoio Tija moHas
25 kr — 5 mr 2 pasu jenno [8,23,34,46]. Y mdiky-
BaHHI mnaiienrta 3 pedpaxrepaum HLH € Gesmeu-
HUM Ta eeKTUBHUM KOMOIHOBaHE 3aCTOCYBaHHSI
emananymaOy ta pykcositunioy [37,39]. €aunum
MOTEHI[IMHUM BapiaHTOM JIIKYBaHHSI PEIUMBHO-
ro/pedpakrepuoro EBV-HLH € 3actocyBanus
HiBOJIyMaOy, 1110 6JI0Ky€E perentopu Oijika mporpa-
MoBaHoi cMmepti-1 (PD-1) nyxamHHUX KJIITHH, SKi
noB’s13yioTh T-nimborutu. PiBHi ekcripecii 6ika
nporpamoBanoi cmepTi-1 (PD-1) migsuiyioTs-
cst Ha moBepxHi T-kmitnn CD8 micss 3apaxkeHHs
EBV a6o inmumu Bipycamu. Sk MoHOTEpariio 3a-
ctocoBytoTh y 71031 Big 100 10 200 Mr nisixom B/B
indysii mo 3—4 trxHi [25].
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BucHoBku

HLH — piakicHe crmagkoBe abo HabyTe 3axBO-
PIOBaHHS, TIPU SIKOMY KJITUHHA iIMyHHA Bi/IITOBI/b
JIOCSITAETHCS TIJIIXOM J1Ie(heKTHOT IUTOTOKCUIHOT
akTuBHOCTI T-7iM(OTUTIB 1 HATYPATBHUX KiJIEPIB.
[loro 0cobamBiCTIO € HEKOHTPOILOBAHA AKTUBALLIS
MakpodariB i 3yMOBJIeHUI UM HeperyJbOBaHU
(harorTO3 KITITUH KPOBi Ta iXHIX TMOMEPETHUKIB.
3aXBOPIOBAaHHS MOJKe TPU3BOJUTU [I0 TIKKUX
KJITHIYHUX TTPOSIBIB, Bi/IAIEHUX YCKJIAHEHb, 3HAY-
HOTO 3HVZKEHHS IKOCTI KUTTS abo cMepri. Panne
Brutouenns HLH o mudepentitinoro miarnocty-
BaHHs MO’K€ 3HUIKYBATH PU3UK MOro HeJI0CTaT-
HBOTO 1 MI3HBOTO JIarHOCTYBAHHS Ta ITOJINIIMTH
pe3yJibTaTh JIiKyBaHHS MallieHTiB. Acmipariiina
i Tpemanariiiina 6iomcist KiCTKOBOro MO3KY JIAlOTh
3MOTY MiJITBEPAUTH HASBHICTb reModaroiuTosy,
a TaKOXK 3alepedyuTy iHII TPUYUHU ITUTOTEHIN
1 kriTnHAEMX anoMariit. /liarao3 HLH moxxHa BeTa-
HOBJIIOBATH 32 KJITHIYHUMU 1 MapaKkJiHIYHUMU KPH-
TepigMU, TOI IK3aTPUMKAT€HETUUHOTO TECTYBAHHS
He Ma€ TaJbMyBaTH JiKyBaHHs. 3 MeTOIO BCTAaHOB-
JIEHHS JIIarHO3y BasKJMBO 3aCTOCOBYBATU CyyacHe
MOJIEKYJISTIPHO-TEHeTUYHE JIOCTI/PKEHHS, SKe MAa€
BakJIMBe 3Ha4YeHHsT i1 migarBeppkenus f-HLH.
CxkyagHicTh aiarHOCTYBaHHSI B YKpaiHi 3yMOB-
JIEHA BIJICYTHICTIO MOKJIMBOCTI BUKOHAHHS IMX
TECTIB y BITUYM3HSAHUX JE€PKaBHUX JTabOPaTOpPisix
1 BUCOKOIO BapTiCTIO JOCJTi/KEHb 3a KOPJIOHOM.
[Maunientn 3 HLH norpebyioTh HeraitHOro movar-
Ky IHTEHCHBHOTO IMYHOCYIIPECUBHOTO JIIKYBaHHSI,
30KpeMa, TIIIOKOKOPTUKOCTEPOIIiB, TUTOCTATUIHUX
MpernapariB, a TAKOK TPAHCIIAHTAIlII0 KiCTKOBOTO
MO3KY B TSKKUX BuIajkax. CBoeyacHUll 1104aTOK
JIIKYBaHHSI CIIPUSE 3HUKEHHIO PIBHS CMEPTHOCTI
U TOJIMIIEeHHI0 TPOTHO3Y. Xoua JiarHOCTyBaH-
Hs it mikyBantst HLH samumaorbest mpobaeMoro,
3a octanui 20 pokiB OyJ0 MOCATHYTO 3HAYHUX
yCHixiB. 3aBAsgKku MOranbIeHHI0 PO3YMIHHS MATO-
diziosorii Ta mexanizmis HLH cramm nocrynanmun
HOBi IpenapaTy IiJIbOBOTO JIIKYBaHH, id IKHUX
CIPsSIMOBaHA Ha YCYHEHHSI OCHOBHUX JlepeKTiB Ha
MOJIEKYJIIPHOMY 200 KJIITHHHOMY PiBHIi, IO ITPO-
THO3Y€E 3HAUHE TOJIIIIEHHS CTAHY XBOPUX 1 CIIPUSIE
e eKTUBHINIOMY JIIKYBaHHIO i€ HO30JIOT11.

Aemopu 3a561510mb nPo I0CYMHicms KOHPILIK-
my inmepecis.
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