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femodaroumtapHnin nimporictiounTos (haemophagocytic lymphohistiocytosis, HLH) — pigkicHe, NOTEHUIMHO CMEPTENIbHE 3axBOPIOBAHHS,
XapakTepu3yeTbCa HAAMIPHOIO akTMBALLEID iIMYHHOI cucTemMn. [1pr HbOMY MOPYLWYETbCA PErynsauis akTmBauii LUTOTOKCUYHMX T-NiMdOLTIB,
NPUPOOHNX KNITWH-Kinepis (natural killer, NK) i makpodaris, BUKMKaloum ypakeHHs 6aratbox cucTem Ta opraHis. CiMmeilHnii remodaroumTap-
H1i nimaorictioumTos (familial hemophagocytic lymphohistiocytosis, f-HLH) — dopma HLH, cnprynHeHa cnagkoBumMm MyTauigMy B reHax-
pPerynsaTopax UMTOTOKCUYHOI akKTMBHOCTI MPUpoaHvx kinepis NK-KNTUH, UATOTOKCUMYHMX T-niMdOUMTIB. BUSBNEHHA rEHETUYHOI MyTauii
B reHi PRF1 nintBepaxye aiarHoa f-HLH-2, 1wo B13HavanbHO Ana 3anepedeHHs BTopvHHoro HLH.

MeTta — onucat KniHiYHUA BUNaaok nisHboro aebioty f-HLH 2, acouinoBaHoro 3 reteposuroTHOIO MyTallielo B reHi PRFT, y 13-piyHoro
XN10MUs.

KniHiyHunii BUNagok. Y 13-piyHoro xa1onus i3 AMxoMaHKolo, HyAoTolo, 6loBaHHAM, 60NEM Y XMBOTI, XOBTAHUUEIO BUSBAEHO renatocrie-
HOMeranito, MABULLEHHS NEYiHKOBUX (EepMEeHTIB, rinepbinipybiHeMilo, rinepTpumilepnaemMiio, rnodibpruHoreHemiio, rnepdepuTMHEMIo,
3HKEeHHA NK-KiTWH | T-niMdoumTiB, METOA0M NOMiMEPasHoi NaHLoroBoi peakuii (MJ1P) BuasneHo uutoMmeranosipyc (cytomegalovirus, CMV).
3roaom y remorpami BUHKUKIa naHumToneHis. Y 6iontari KicTkoBoro Moaky (KM) sHaraeHo 36inblieHHa Makpodaris 3 03Hakamv remodaroum-
TO3Y. MNepBMHHO AiarHOCToBaHO BTOPWHHKMIKA HLH, acoujnosanuii i3 CMV. MaLieHTOBI Npu3Ha4eHO NikyBaHHS: BHYTRILLHbOBEHHWA iIMYyHOrOOYiH
(intravenous immunoglobulin, IVIG) 1 r/kr N2 2; 3a npotokonom HLH 2004 (6e3 etonosuay), raHuUMKNoBip 3 edektom. [icns BiaMiHn aekca-
METa30Hy Ha Tni Tibki CSA KOHCTATOBAHO HapOCTaloHy LIMTOMNEHIo, NPy yTpUMaHHI NiABULLEHHS TpaHcamiHag. [NpraHa4yeHo pyKCONITUHIO.
Yepes aga Mmicaui 3actocyBaHHa kombiHauji CSA Ta pykconituHiOy Biabynocst NOBHE YHOPMYBaHHS PO3MIPIB NEYiHKIA Ta CENE3iHKN, NEYiHKOBIX
DEPMEHTIB, TPUMILEPUAIB, GEPUTUHY, BIOPUHOreHy, cyenonynsauin nimdoumnTie, remorpamu. Micna BigMiHn pykCunitMHioy BiA3Ha4eHO NOBTOP-
HE 3HMXEHHS MOKa3HMKIB remorpamn. [OBHOEK3OMHE CEKBEHYBAHHSA BUABWIO reTepO3UIroTHY MyTaLLiio reHa PRFT, Wwo fano nigcrasn nepe-
MIAHYTY AjiarHo3 i BctTaHoBUTK f-HLH 2.

BucHOBKM. [1iokpecneHo, Wo BKIIIOYEHHA PI3HKX METOAIB NabopatopHOI AiarHOCTVIKK, acnipauinHa Ta TpenaHaujinHa tioncia KM, moneky-
NAPHO-FEHETUYHI AOCNIOXEHHS, HeralnHKi NoYaToK crneundiyHOro NikyBaHHA 3anobiraloTb CMEPTHOCTI, BUPILLAbHI Y 3HUXKEHHI yCKNaaHeHb
i noNiNLWeHHI NporHo3y nepebiry xBopoou.

JocnioxeHHs BUKOHaHO BiANOBIAHO 40 NPUHUMNIB [eNbCIHCLKOI Aeknapalli. Ha npoBeaeHHA 4OCNIOXEHb OTPUMAHO iHDOPMOBaHy 3rofly 6aTb-
KiB ANTUHN,

ABTOPY 3a8BNS0Tb NPO BIACYTHICTb KOHMIKTY IHTEPECIB.

Kniouosi cnosa: civerHui remodaroumTapHnia niMdoricTioumMTos 2, NatoriCToNorn4He A0CTIAXEHHS KICTKOBOro MO3ky, PRF1 reTepo3nrotHa
MyTaLif, MOBHOEK3OMHE 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.

Beryn
eModaronuTapHuit JiMdoricTionuTos
(hemophagocytic ~ lymphohistiocytosis,

HLH) — ue piaxicuuii i HebesrneuHuii 1ist
JKUTTA Tinep3anajibHUN CUHPOM, MO BUHUKAE
BHacJioK cragkoBol (nmepsunnuii HLH) ab6o
HaOyToi (Bropunuwit HLH) imynnOi mucpery-
gamii - [2,3,6].  Cimeliauii  remodaroiuTapHuii
gimoricrionnros  (familial  hemophagocytic
lymphohistiocytosis, f-HLH), sikuii Bu3HaYa€Th-
cd K HAgBHICTb MAaTOTEHHUX BapiaHTIB B OJHO-
My 3 uoTupbox reniB (PRF1, STX11, STXBP2
a6o UNC13D), € iMyHHOIO HEIOCTAaTHICTIO, IO
XapaKTePU3YETbCA TIlePAaKTUBAINIEI0 Ta HAAMIp-
Hoto mpouicdepartiero T-simporurie i Makpoda-
TiB, SIKi TPU3BOAATH /10 iH(MLIBTPAIlil Ta ypasKeHHs
OprasiB, 30KpeMa, y KiCTKOBOMY MO3KY, IeUiHIli,
cesie3iHIi Ta rosopHoMy Mo3ky. F-HLH 3a3Buyaii
ITPOSIBJISIETBCS SIK TOCTPE 3aXBOPIOBAHHSI 3 TPHU-
BaJIOI0 BUCOKOIO TEMIIEPATypOIO, IUTOIEHIEI Ta
renartociuieHomeraniero. Xowa mnposisu  {-HLH
3a3BMYAll CITOCTEPITraloThCA YIIPOJOBIK MEPIIUX Mi-
cAIiB a0 POKIB JKUTTSI, MOKYTh PO3BUHYTUCS BHY-
TPIIHBOYTPOOHO, CUMITOMATUYHA TIPE3EHTAITisS
CIIOCTEPITAETHCST TAKOXK Y PI3HUX BIKOBUX TPyIax
niteir Ta B opocaomy Billi. CepelHE BUXKMBAHHS
B HemikoBanux pmiteil i3 f-HLH, y sikux posBu-
BA€THCS aKTHBHE 3aXBOPIOBAHHS, CTAHOBUTH MEH-
11e ZIBOX MiCSI[iB TicJIst osiBU 1TPosiBiB. OCHOBHOIO
HPUYUHOIO CMEPTI B GIIBIIOCTI BUIIAZKIB € TpOrpe-
cytoui mposiBu {-HLH, nucdynxkitist oprauis, inBa-
3uBHa iH(deKIis Ta KpoBoTeua [5,7,9,17]. Buache
3acTocyBaHHS crenuiyHOro 3a IMPOTOKOJIAMU
agikysanas HLH-94 i HLH-2004 3 mopanbinoio
AJIOTEHHOIO ~ TPAHCIIAHTAIIEI0 TeMONOETUYHUX
croBOyposux kiituH (allogeneic hematopoietic
stem cell transplantation, HSCT) mouimmrye
BU)KMBAHHA TAKUX TAIIEHTIB [ 3,4].

Mema nocnipkeHHSI — OKPECJUTU IO€AHAH-
HS1 KJIHIYHUX, BisyasizamiiHux i jabopaTopHUX
O3HaK y TPUHAILATUPIYHOTO MAaIli€EHTa i3 Mi3HIM
1e6I0TOM ciMeHOTro reModaronuTapHoro JiMdo-
rictiormurogy (f-HLH), cnpuunnenoro rereposu-
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TOTHOI0 MyTalli€eio B reni PRF1, Ta akieHTyBaTh
Ha Ba)KJIMBOCTI T€HETUYHUX TECTIB Il OCTATOY-
HOTO BCTAHOBJIEHHS [liarHO3y 1 audepeHiialtii
Bix BTopumnaoro HLH.

[locipkeHHsT BUKOHAHO BiINIOBIZTHO /IO TIPWH-
numniB lesnbcinepkoi geksapanii. Ha nposenenss
JIOCJI/KEHb OTPUMAHO iH(MOPMOBaHY 3roy OaTh-
KIiB IMTUHU.

Kiiniuyanii BUnagok

XBopoba B 13-piunoro xsomunka aebioTyBa-
JIa TIOSIBOIO CJIa0KOCTi, COHJIMBOCTI, OOJIIO B HOTAX.
Ha 5-ty n06y XBOpoOu HO€IHANUCS PO3PiiKeHi
BUTIOPOKHEHHS CBITJIO-’)KOBTOTO KOJBOPY, HYO-
Ta, GJIIOBaHHS, 3'SIBUJIACS KOBTSHWIIS. 3BEPHYB-
cst o JIbBiBCHKOI 006JIACHOT JMTSYOI KJIHIYHOI
aikapui «OXMAT/AUT», 3Bigku 6yB cKepoBaHMii
1o JIbBiBCbKOI 0OsacHOl iH(MEKIMINHOT KJIiHiY-
wvoi uikapui (JIOIKJI) i3 miarHO30M TOCTpPOTO
rearuty. Y JIOIKJI nepebysas 7 xib, ne Biz-
3HAYEHO HapOCTa0yi rinep6isipybiHemio
(345,0-456,0 MrMousib/a1) i mUTOM3 (amaHiHaMi-
Horparncdepasza (AJIT) — 2595,0 MO/x, acnap-
tataminotpancdepaza (ACT) — 1510,0 MO/x).
Bipycny eriosiorito renartuty 3arepedeHo (Te-
natut B, C, ToOKcomimasMos, IUTOMETATIOBIPYC
(CMV), sBipyc Enmreiina—bappa (Epstein—
Barr virus, EBV) ne Bussieno. /liarHoctoBaHo
rOCTPUIi TeaTUT HeBCTAHOBJIEHOI eTioJoril. JluTu-
Hy rocmiTtamnizoBano 10 CII «3axinnoykpaiHcbKkuit
CITerTiali30BaHNM 1EHTP» 31 CKapraMu Ha TapsSyKy,
Hy10TY, GJIF0BaHHSI, O1JIb Y JKUBOTI Ta JKOBTSHUIIIO
B TSDKKOMY CTaHi 3 03HAKAMU 3araJibHOI IHTOKCUKA-
1ii. O0’€KTUBHO: MKiPHI HOKPUBY iIKTEPUYHI, BUCHII
BizcyTHiit. Ckaepn iktepuuni. CBifloMicTh HE TI0-
pymena. MasiBuii, manoaktuBuuii. [lepudepuyni
nimbaTryni Bysiu He 36iabueni. Hax reremsayvum —
JKOPCTKE JMXaHHs, Xpunu BizicyTHi. ToHu cepis
PUTMiYHi, 3BYYHi, MATOJIOrIYHI HIYyMM BiJICYTHI.
JKusit Makuii, He Gosrounii, medinka mobibIie-
Ha +2,0 cm, cesesinka +1,0 cM i3-mig Kpato pe-
GepHoi ayru. Bumoposkhentst 6e3 MaToJOriYHUX
JIOMINTOK. BoraumieBux 3MiH IEHTPAJIbHOI He-
psoBoi cuctemu (I[HC) ne BugBieHo. 3araib-
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Puc. 1. LUntomopdonoriyHa kapTuHa KiCTKOBOrO MO3KY: & — TiMOLENONSPHNIA KICTKOBMA MO30K i3 HasiBHICTIO NiIHUCTUX Makpoda-
rie 3 o3Hakamy remodaroumTody; 6 — CKymnyeHHs epuTpobNacTiB HaBkono makpodaris; ¢papbyBaHHs 3a PoMaHOBCLKMM—TiM30t0

(a—>X — 36inbweHHst X100; 3—i — 36inblieHHs X 10)

Huii aHaniz kposi (3AK): epurpoumtu (Ep) —
4,71x1012/71, remorsio6in (I'6) — 135 r/mx, Jeiiko-
utu (Jle) — 8,3x109/11, eosunodinbhi () — 0%,
nanmnukosinepui () — 3,0%, cermenTosiiepHi
(¢) — 88,0%, mimdorutu (1) — 5,0%, MOHOIIUTH
(M) — 4,0%, tpomborut (Tp) — 240,0x109 /7,
migsuiensst AJIT — 2500,0 MO/a (nopma (N) —
20,0-45,0 MO/mn), ACT — 2800,0 MO/xn
(N — 20,0-40,0 MO/x), rinepb6inipybinemis
(3aranpuuii 6inipy6in (3.Bin) — 231,5 MKMOJIB /11,
npsamuii  — 152,0 MKMOJIb), TraMMa-TJayTamis-
TpaHcIenTHaa3u B cuposatii Kposi — 320,0 MO /it
(N — 71,0 MO/n), rineprpuriinepuneMis —
4,0-4,1 MO/, rinohibpuHOTEHEMIsT —
0,6—0,8—>1,0 r/a, rinepdepuruHemiss — B Jia-
mazoni Big 320,0 1o >1000,0 MKr/J1, BUCOKHUH TI0-
KasHMK CHPOBATKOBOTO 3ayiza — 56,0 MKMOJIb/ I,
HU3bKNil piBeHb NK-KIITUH Ta aKTHUBHICTH
T-xaitna. 3anepedeHo ayTOIMYHHUI TemaTuT,
CHCTEMHMII Y4epBOHMII BOBYaK, XBOpoOy Bibco-
Ha—KoHoBasioBa, TecT 3a Z0MOMOTOI0 TOJiMepas-
no gjanioroBoi peakiiii (IIJIP) na HCV RNA,

106

HBV DNA, HAV, EBV, nocrijkensasi iMyHO-
gepmenTHUM  MeTOJIOM  Ha  HagBHicTh  BILJI
(CHI/), cudinicy, nmapasutiB — HeratuBHi pe-
gyasratu. [IJIP BusgBneno nmosutuBauiit CMV —
1,73x105 kT, 5,4%105/xkomiit ITHK. ITpusnaue-
HO BHYTPINTHbOBEHHU (B,/B) TAHIIUKJIOBIP. 3a 1a-
HUMU KOMIT I0TepHO1 ToMorpadii rpyiHOiI KJIITKK Ta
OpraHiB 4epeBHOI TIOPOKHIHY 3 KOHTPACTHUM ITi/I-
CUJIEHHSM KOHCTATOBAHO TeMaTOCILIEHOMETaio
i ramapToMy cesie3iHku. Hepe3 TPU TUXKHI IMiCJist
rocritaiisaiiii B reMorpaMi BUSIBJIEHO JIBOTIAPOCT-
KOBY TuToreHifo: Jelikonenio (0,6—1,8%x109/m),
tpomborurornetio (30,0-70,0x109/1), srogom —
anemito (I'6 — 82,0 v/x).

Jloia Bepudikarttii giarHo3y BMKOHAHO acripa-
IiiTHy Ta TpemaHamiiiHy 6iorncio KicTKOBOTO MO3KY.
Y MaJIOKJTITUHHOMY KiCTKOBOMY MO3KY BUSABJICHO
30iIblIeHHsT KibKOCTI Makpodaris 3 o3Hakamu
remocaromuTody (puc. la-i, 2a-B). AHOMaJIbHUX
KJITHH ab0 TTapa3wTiB HE BUSIBJIEHO.

TakuM uMHOM, 32 KOMIIJIEKCOM JTaHUX aHaMHe-
3y Ta KJiHIYHOTO Tepebiry XBopobu: 1eOT XBO-
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Puc. 2. MNatoricTonoriyHa kapTuHa: a — rinouentoNapHUiA KiCTKOBMIA MO30K 3a paxyHOK rinonnasii rpaHyiouMTapHOro Ta Merakapio-
LIMTapHOro napocTkiB; 36inblueHHs X10; 6—B — NiHUCTUIA Makpodar i3 3anuikamm ¢GarouMToBaHNX EPUTPOLUTIB (MO3HAYEHO YOPHOK

CTpINKOI0); 36inbLueHHs X40

pobu 3 rimeprepmii, MOKOBTIHHA IIKIpU 1 CKJep,
renaroJli€eHaJbHUN CUHAPOM, 3a J1abOpaTOPHUMU
KpPUTEPisAIMU — TPUIIAPOCTKOBA IIUTOIEHis, Timep-
Tparcdepasemis, rinepdepurnHemis, Tinodiopu-
HOTEHEMisl, TilepTpUrJilnepuieMis, 3HUKEHH
B abcomorHiil kimbkocti NK-kmitun, T-maimdo-
IATIB, HASABHICTh MaKpoariB y BeJIUKINA Kijb-
KOCTi B KICTKOBOMY MO3KY 3 (haroruroBaHum cy0-
crparom, Oyno mpocraTabo KpurepiiB (8/8) [17]
JUist Bepudikalii giarnozy remodaronuTapHoro
aimboricrionntody. IlouaTkoBo miarHOCTOBAaHO
sropunauit HLH, acomiitioBanuii i3 CMV. IIpose-
JIEHO MAarHITHO-PE30HAHCHY ToMorpadiio TroJos-
HOTO MO3Ky Ta aHaJli3 CHMHHOMO3KOBOI PiAMHU
(y HOpMIi), B34TO KPOB Ha TEHETWYHI JOCJIi[PKEH-
H BI/INOBIIHO 10 peKoMeHalliil mporokosy HLH
2004 [17]. [lutuni nMpuU3HAYEHO JiKyBaHHSI: BHY-
TpilHbOBeHH] iMyHOTIOO0Y TiHN 1 T/KT Ne 2; eputpo-
rutapay Macy Ne 1, tpom6GokoniienTpar Ne 1, an-
TrbaKTEPINHY, HOCUMIITOMHY Tepariiio. I[IpoBexeHo
npoGiTaKTUKY THEBMOIMCTHOI ITHEBMOHII OGicerr-
TOJIOM, BianoBigHO 0 mporokony HLH 2004 —
nekcameTtazonoM, CsA, OKpiM eTOmnoswuay, SKWi
He 3aCTOCOBAHO Yepe3 TSKKICTh CTaHy Ta aKTUBHY
Bipemifo. B/B raHumkaoBip 3acTOCOBAaHO 3 TIO3M-
tuBHuUM edekTom, IIJIP ma CMV Ttpuui rnokasas
HeraTUBHUI pesyJibTaT. Taka Tepariisi BUsSIBUJIACS
e(heKTUBHOIO, OCKIJIBKA JOCATHYTO Bi[HOBJIEHHS
MMOKAa3HUKIB TeMorpaMu /10 HOopMmu. lIpoTe micas
BIIMIHM JleKCaMeTa3oHy Ha TJI TIJIbKU IUKJIO-
CTIOPUHY Bi/I3HAYEHO HAPOCTAIOUy IUTOIEHII0
(JIe — 1,3x109/11, abcosoTHEe 3HAYEHHS HEHTPO-
dinpHux rpanysiorutie (umeiitp) — 0,45%109 /71,
Tp — 120x109/1, 6 — 95 /1), nutosi3 yrpumy-
BaBcs: AJIT ta ACT y 3—4 pasu mepeBumryBain
HOPMaJIbHI 3HaueHHs. 3a pe3yJbTaTaMh MOJIEKY-
JIAPHO-TEHETUYHOTO JIOCJII/KeHHS, TOBHOTO eK-
30MHOTO CeKkBeHyBaHHs B Jabopatopii 3 billion
(M. Ceyur, Pecrybuika Kopest) BusiBieHO MyTa-
IiI0 TeHa, TOB’A3aHy 3 reMOoMaroiuTapHUM JiM-
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doricTionuTo3oM, ciMelHUM, 2 TEHHUH TeTepo-
3UTOTHUN BapiaHT, TeHOMHa Tmo3uiissi PRFT:
10-72358477-C-T (GRCh37) k/IHK:
NM 001083116.  1:p.Gly334Ser.  IlarmienTosi
110 CsA npusHayeHo pykconiTini6. Taka KoMOiHa-
i MeUKaMEHTIB BIIPOZIOBXK JABOX MiCSIIiB MaJja
no3uTuBHUN edekT. BifzHaueHo MOBHY HOpMaJIi-
3allif0  TIeYiHKOBUX (hePMEHTIB, TPUTJIIIEPU/IIB,
depuruny, hibpuHoreny, cybmomyasiiii gimpo-
IUTIB, TOKAa3HUKIB TeMOTPaMH, CHUPOBATKOBOTO
3aj1i3a, perpecyBaB TrenaTOJI€HAJIbHUN CHHIIPOM.
Oprak Ha TJ1i BiaMiHu pykcnmitunioy vepes 10 16
BifizHaUueHO 1moBTOpHE 3HMKeHHs Jle — 1,44X109/n
(meitrp — 0,7x109/x1), Tp — 97,0x109/n1, T6 —
97,0 r/n. 3 Takumu nokazunkamu 3AK maiienTa
B KOMIICHCOBAHOMY CTaHi €BaKyHOBAaHO JJisI T10-
JIAJIBIIOTO JIIKYBAHHS B 3aKOPIOHHIN KJIIHIIII.

Oo6roBopeHHs
Temodarommrapauii JiMOTriCTIONUTO3
(HLH) — 1me moTeHIiiHO cMepTesbHe 3aXBO-
pIOBaHHS, 1[0 XapaKTepU3yeTbCsl  IMOPYIIEH-

HIM peryJidilii iMyHHOI BiIIIOBi/li HAa AHTUTEHM.
Ile mpusBOAUTH 70 HEKOHTPOJBOBAHOI AKTHBA-
il iIMyHHUX KJITHH 1 HeOGE3IIeYHOro ISt SKUTTS
nutokinoBoro mropmy [2,6,10,18]. HLH wmox-
Ha TOJJINTA Ha JiBA TUIIW: IEPBUHHUI 1 BTOPUH-
uuit. Tepmin <«nepsunnuii HLH, a6o cimeiianii
f-HLH» wuacto crocyerbess ocib 3 OOTSKEHUM
ciMeliHUM aHaMHe30M ab0 HasIBHICTIO TEHETUYHUX
PUYMH, 30KpeMa TeHeTMYHUX aHomamiil. Ichnye
6araTo TEeHETUYHUX ITPUYMH BUHUKHeHHs HLH.
[Tpuywna f-HLH Ttumy 1 3aiuimaersest HESICHOIO.
Tumm Bix 2 no 5 f-HLH Bukamkani myrarismu
B PRF1, UNC13D, STX11 i STXBP? BinmoBigHo
[5,7]. Myrauii PRF1 i UNC13D € maiinomnmvpeti-
MAMHU MyTallissMi B Kutaiicbkux miteit i3 f-HLH
[26]. [To kaTeropii «Bropunanx HLH» Hasexarts
HalieHT 3 HaOyTUMM MOPYIIEHHSAMU OJIOKYBaH-
HS IMYHOKOMIIETEHTHUX KJITUH YHACJIZIOK TSIKKOT
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indexrri, ayToiMyHHUX 3aXBOPIOBAHb 200 3710sIKiC-
Hux Heomazint [11,13,18,21,22]. Pigko B ocHoBi
HLH nexarp Bpomkeni imynomedinutu [39].
Y cepennbomy 9,4% BUTIAJIKIB CTAHOBJATH i/1ioTa-
tnyHi hopmu HLH, Ko He BraeTbes 3HANWTH KO/T-
HOTO TPUTEepa /IS TIOSICHEHHST PO3BUTKY XBOPOOH,
He3BakKalouM Ha BEJIMKUIA CIeKTpP J0CaiKeHb [1].
Came Taki XBOPi CTAHOBJISITH OCOBJIMBY TPOOJIEMY,
OCKIJIbKHU JIiKapi 4acTo MOKYTb ITPOBOJUTH HECKiH-
4eHHi 00CTEKEHHST [IJIsI BCTAHOBJICHHST OCTATOYHO-
TO JIiarHO3Y, 0 MOKe CIPUYUHSATH HETIPUITYCTUMY
3aTPUMKY JIIKYBaHHS.

3axsopioBaHictTh Ha HLH konuBaernhcs B Me-
sax Big 1:50 000 mo 1:300 000 skmBoHApOMIIKE-
HuxX, Ginbmricrts aiteir i3 f-HLH wapomkyoTbes
3/I0POBUMH Ta PO3BUBAIOTH CUMIITOMU B TepIIi
2—6 MicAliB JKUTTHI, X04a Ile MOKe BHUHHUKATHU
B ycix BikoBuX rpynax. HeoHatajbHUI 110YaTOK
XBOPOOU PEECTPYETHCS JIHile B 4% 3 yCiX BUIIAI-
ki f-HLH [19,20,40]. HLH piBHOMipHO TmOIIIH-
peHuii cepes 000X craTeil, He BiJ3HAYEHO YiTKOI
pacoBoi a6o erniunoi cxuabocti [28]. HLH xa-
PaKTepPU3YETHCSI HEBIMUHHOIO JTUXOMAHKOIO, ITUTO-
TTeHIIMHU, TemaTOCIIEHOMETAJIEI0, KOarya0maTieio
Ta IBUIIEHHIM TUITOBUX OiOMapKepiB, 30KpeMa,
(bepuTHHY 1 pPO3UYMHHOTO perenTopa iHTepJiei-
kiny-2 (IL-2) (sIL-2R) [14,31,33,36]. ¥ nattienTin
TAaKOX MO’K€ PO3BUHYTHCS BUCHII, TeNaTUT, KO-
aryJomarTis, ToCTpa TIeYiHKOBA HEOCTATHICTD,
ypaxennsg IIHC, mnomiopranna HemocTaTHICTbD
Ta iHII IPOOJIEMH, SIKi [Iy’Ke 4acTO MPU3BOJSATH /10
cMmepTi. Bucokuii piBeHb CMEPTHOCTI MPU TAKOMY
[aTOJIOTIYHOMY CTaHi TOTpeby€e SAKHAWIIBUIIO-
TO BCTAHOBJICHHS JIIarHO3y Ta HETaWHOTO MOYaTKy
JIIKyBaHHS Tinep3anajibHoro cusjapomy. F-HLH
Hnopsiz i3 KOMOGIHOBAaHUM BPOJKEHUM iMyHOIe]i-
mutoM (SCID) € OCHOBHOI0O TPUYMHOIO CMEpTi
B JIiTENl TIEPIIOTO POKY SKUTTS Bijl TSKKUX iH(DEK-
miithux yckaagHenb. Xsopi Ha f-HLH cxunbhi
110 po3BUTKY TskKO0i hopmu HLH, sika Moske OyTu
(atasbHOIO UYepe3 TOJIIOPTaHHY HEIOCTATHICTD,
HaBITh GHYMpiwHLoympobno abo Bixpasy Imic/s
Hapo/KeHHsI. YacTo JiTAM He BIAETHCS JTOKUTH
1o tepanestuunoi HSCT [19,42].

Octarounnii giarao3 HLH wacto BcTanossio-
I0Th i3 3aI3HEHHAM, OCKiJIbKM CUMIITOMU XBOPOOU
B 6ararhbOX BHUIAJKaX € HETUIIOBUME Ta MOJIMOP-
dbaMMU. BinpricTs mamiedTiB MAlOTh Pi3HI O3HAKA
TeraTuTy TPU 3BEPHEHHI, IO CJiJl BPaXOBYBaTH
B /MepeHIliiHOMY JIarHOCTYBaHHI 3a HAgBHOCTI
roctpoi rmedinkoBoi HexpoctatHocTi [31]. Cxo-
KUM  (DeHOMEHOM 3aXBOPIOBaHHS  e€0I0TYBAIO
B ONKMCAHOMY HaMU BUIAAKY. B abcosoTHOT 6ib-

108

mocti (Maitzke 95% marieHTiB) ocib € o3HaKu
JIMCeMIHOBAHOTO BHYTPINIHbOCYAMHHOIO 3TOPTaH-
HS KPOBi 3 BUCOKUM PU3UKOM TOCTPOI KPOBOTEYl
[31]. IIpu HLH wmoxyTb crnocrepiratucss pi3Ho-
MaHiTHIi KipHi IPOsIBU, 30KpeMa, reHepasli3oBaHu i
IJIIMUACTO-TIANTYJIbO3HUN  €PUTEMATO3HUN BUCHII,
reHepasli30BaHa epUTPOJIEPMist, HAOPSIK, TTAHIKY T,
MopbimidopmHa epuTeMa, nierexii Ta mypirypa [27]
i3 yacTOTOO MIKIPHUX MPOSIBIB Bix 6% 10 65% [21].
Y 4YacTUHM MAaIli€EHTIB CHOCTEPITalOThCS O3HAKH,
o BKa3yloTh Ha xBopoOy Kasacaxi (epurema-
TO3HUI BUCHII, KOH'IOHKTUBIT, 4YepBOHI TyOU
Ta 30iJbIIeHHsT MUHHUX JTIM()ATHIHUX BY3JIiB)
[31]. XBopoba MOske ypaskyBaTH JieTeHEeBY TKaHU-
HY 3 PO3BUTKOM TSIKKOI JiereHeBOl JAMCHYHKITIT,
110 /1715t 88% XBOPHUX MOXKeE 3aKiHUUTUCS JIETATBHO
[15]. ¥V monan TpeTWHM TAIi€HTIB BUSBJSIOTHCS
HEBPOJIOTIYHI cUMIITOMU (CY/IOMU, MEHIHTi3M, 110-
PYIIIEHHST CBiZIOMOCTi, Tapaiiy dYeperrHO-MO3KO-
BUX HEPBIiB, IICUXOMOTOPHI 3MiHU, aTaKCisd, Timep-
ecresist abo rinoronist) [15]. ¥V aireit is HLH moox-
JIUBI KPOBOBWJIMBU B CITKiBKY, HaOPSIK 30pOBOIO
HepBa Ta iHdinprparnis cyaunHoi obosonku [21],
a Takox maudysHa nepudepudyHa HeEHponaTisa
3 6GoseM i crabKiCTIO BHACTIZOK pPYiHYBaHHS
Mieminy Makpodaramu [12]. BaxkauBuMm y fiarso-
crysani HLH € pociipkeHHd KicTKOBOTO MO3-
Ky, OCOOJIMBO JIJISI 3all€PeYeHHsT TeMaTOJOTTIHUX
3axBopioBanHb [16]. OkpiM KiCTKOBOTO MO3KY,
y cene3inili, JiMmdaTuIHuX By3Jax, IeKOJTU B iHIITIX
opraax abo y cnuHHOMO3KOBil piguai (CMP);
npu ypaxkensi [ITHC moxkna BusiButu remodaro-
UTH — Makpodaru, y IUTOIIIa3Mi SKUX BUIHO
MOTJIMHYTI €PUTPOIUTH, 1HKOJIU TaKoK U 1HII
KaITUHY (HAIPUKIAZA, JEHKOIUTH, TPOMOOIUTH )
abo ixui pparmentu. Tomi sk BizcyTHiCTD reModa-
roinuTo3y He noBuHHA Bukiodatn HLH, ockinb-
KU BOHA BUSIBJISIETBCS jnnie y 25—40% mnarienris
Ha movaTky 3axBopioBanHs [21,32]. Crix 3a3Ha-
YUTH, 110 BUABJIEHHS reModaroinnTody B KiCTKO-
BOMY MO3KY He € Hi crenudiuauM, Hi 4yTJIUBUM
metozom st HLH [16]. Ileit meTon € moctaTHbO
iH(OpMAaTUBHUM JIJIsT BCTAHOBJIEHHS /IiaTHO3Y
B KOMILIEKCI 3 iHIMMK J1abopaTOPHO-KIIHIYHK-
MH KpuTepismu. [liarHOCTUYHMMU KPUTEPISIMHU
g Bepudikanii HLH € mosexkymnsipue miarxo-
cTyBaHHs (BUSBJIEHHS  BiJIMOBIIHOT  MYyTaIllii)
abo HagBHICTH >5 i3 8 KpUTepiiB: JUXOMaHKa
>38,5°C; cruieHOMeraJrisi; IUTOTIEHIsT B IEPH-
GepuyHiii KpoBi y =2 i3 3 MapoCTKiB reMoroe3y
(T6 <90,0 r/x, tpomborutu <100,0x109/1, Heii-
tpodinu  <1,0x109/m); rineprpuriinepunemMis
(matme >3,0 mmosb/n [265,0 mr/ma]) i/abo
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rimoibpunorenemiss (<1,5 r/m); rinepdepuTn-
Hemig >500,0 Mkr/n (Haiibiabin XapakTepHUii
MposiB, MOKa3HUK jocsarae Bequariu 70 000 Mxr /i
i BUIIle; HU3bKa KOHIIEHTPaIlid (DepuTuHy 3arepe-
gyye miarno3 HLH); remodaromutu B KicTKOBOMY
Mo3Ky, CMP abo mimdarndaux Byaiax; 3HUKe-
Ha abo BizcyTHs1 aktuBHiCTh NK-KiTHH; piBeHD
sCD25 (nanmior o-perentopa iHTepJeiKiny-2)
>2400 O/l/mn. Ilpumyckaiorts, 110, SKIO PiBEHb
beputuny cranoutrp >2000 Hr/mu, 17158 BCTa-
HOBJIEHHSI J[iarHO3Y JOCTaTHIM MOKe OyTH BUSIB-
nennsd 4 xpurtepiis [17,36]. Y naBemenomy Hamm
KJIHIYHOMY BUIQJIKy Makpodaru 3 haronurosa-
HUM CyOCTPATOM BUSIBJSIIMCS B IUTOJIOTIYHUX i
ricToJioriyHux mpenaparax (puc. 1, 2) y noegnanHi
3 TenaroJieHaJIbHUM CUHIPOMOM, TPUIAPOCTKO-
BOIO IMTOTIEHI€I0, TimepTpancdepaseMieio, Timep-
dbeputuneMico, rinodibpuHoreHeMi€w, TinepTpH-
TUIIEPU/IEMI€I0, BHIKEHHSIM abCOTIOTHOI KiJTIbKOCTI
NK-xmitun, T-mimdornurie — §8/8 kpurepiis,
10 CTAJIO MiJICTaBOIO JIJIsl BCTAHOBJICHHS J1arHO3y
HLH ta HeBifiK/Ia{HOTO [T0YATKY JiKyBaHHSI.
TeneTnunmii anasmiz € 00OB’SIBKOBUM sl TijI-
tBepkenns f-HLH. CeksenyBannus HLH-acorri-
OBaHUX TeHiB a00 CEKBEHYBaHHs €K30MiB 3p00¥-
JIN BEJIMKUI BHECOK Y /1iarHOCTYBaHHSI BPO/IKEHNUX
dopm HLH, ocobiuBo B miteil. 3aBAsiKU MOJIEKY-
JIIPHOMY JIOCJII/PKEHHIO B TIOHA/l TTIOJIOBUHU Tiejia-
TPUYHUX TAIIEHTIB € MOKJIUBICTh BepU(DIKyBaTH
JliaTHO3, HaBITh 32 BiZICYTHOCTI CIMETHNX BUTIQ/IKIB
[9]. Hepsunuwit HLH, a6o f-HLH, cupuunte-
HUII MyTalliSIMM B reHaX, 3a3BUYail POSIBJISETHCS
B paHHBOMY AUTUHCTBI. OnuMcaHO Taki IMiATUTIN
FHL: FHL-2 uepe3 myrauii 8 PRF1, f-HLH -3
(UNC13D), f-HLH -4 (8STX11), f-HLH -5
(STXBP2), cuanpom Ipimenni Tuny 2 (RAB27A)
i cungpom Yeniaka—Xiranti [10]. Ocrannim yacom
icHye 6arato TOBiZIOMJIEHD TIPO 301/IbIIIEHHS KiJTbh-
KOCTI JIOPOCJIMX 13 [iarHOCTOBAaHUM II€PBUHHUM
HLH [33], a Tako BUSBJIEHHSI MOHOQJIEJIbHUX MY-
Talliii rexis, nmo’si3anux i3 f-HLH, y mamienTis i3
HLH i cunapomom akrtuBaiiii makpodaris [5,11].
Y nopocanx nanienTis i3 HLH Havinonmpeninimmmu
MaTOTeHHUMHU BapiaHTaMu € MyTarlii B renax PRF7,
STXBP2 i UNC13D [44]. Cetica V Ta chiBasr.
(2016) BBaxkaloTh, 1O ABOAJNETbHI PYUHIBHI MY-
Taifii B reHax, moB’s3anux i3 f-HLH, npussoasars
710 CEepIO3HNX IUTOTOKCUYHUX /Ie(DeKTiB i pPAaHHBO-
ro ouatky f-HLH, HaBiTh 3a BiicyTHOCTI TpHUTEpiB
HABKOJIMIIIHBOTO Cepe/loBUIla, TO/AI SK TilOMOp-
i abo MOHOaIEIbHI MyTallil B TUX CaMUX reHax
MOB’sI3aHI 3 MEHIINM ITUTOTOKCUYHUM JIe(DeKTOM
1 M3HINIUM MOYaTKOM 3aXBOPIOBAHHS, OCKIJIBKU
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iM TIOTPIOHMIT GBI TOTYKHWIT TpuTep, M00 BU-
ssutn perorunn HLH [7]. Ha nymxy Ciambotti B
(2014), HLH moxHa po3rasaatvl Ik JUHAMidHIH
JIQHITIOT 3alaJIibHUX CTaHiB, KOJIU PU3UK PO3BUT-
Ky CHHPOMY € HACJIZKOM TOHKOro GajlaHCy Mix
CXWJIBHUM TEHOTHUTIOM 1 (paKkTopamMyu HaBKOJIUIII-
Hboro cepezpouiia [11]. OTke, crpoiieni cipo-
6u posmismtu marientis i3 HLH na nepBuHHy
Ta BTOpUHHY (DOPMU BelyTh KIIHIIKUCTIB y KOH-
HenTyaabHuil JabipUHT, 1[0 MOXKE IepPeInKoiKa-
TH PO3I3HABAHHIO XBOPOOU ab0 3yMOBJIIOBATH
HEMpaBUJIbHY KJacu@iKalliio HeJiTKUX BUTA/IKIB.
Xin X Ta cmiBaBt. (2023) omnucanu 42-piuHOro
naiieHTa 3 TeTepo3UToTHOI MyTaltieto c.674G>A
B reri PRF1 i3 HLH. ¥ xBoporo micisi KOpoTKoi
peMicii 3a 0MOMOroi0 Teparii iekcaMeTa3oHoM i
€TOIO3M/I0M XBOPOOA MIBUKO PEIUANBYBAIA JIJISk
TOoCATHEHHS MOBHOI pemicii tomy mposesan HSCT
i3 mosutuBHUM edexToMm [41]. Harre nocmimkenHs
BUSIBIJIO PijiKicHY MicceHc-myTaitiio 10-72358477-
C-T (GRCh37) xJIHK: NM 001083116. 1:p.
Gly334Ser y reni PRF1 y namieHnTta 3 XBOopoboio
HLH, gaxy Mo)kHa OIlIHUTU SIK MOKJMBUHN IMaTO-
FeHHUII BapiaHT, BPaxOBYIOUM paHHIN penupus
XBOpoOH y (hopMi IBOX €M1i3071iB HAPOCTAIOUOI MaH-
IUTOTIeHi] Ha TJi KOMGIHOBAaHOI MeINKaMEeHTO3HOI
teparii. OCKIJIBKM B ONMUCAHOMY HaMW BUIAJIKY
MicJIsi KOHCEPBATUBHOIO JIIKYBaHHS TaKOX CTaBCS
MMOBTOPHUH €Mi3071 MaHIUTOTEeHii, 3 OTJIAY Ha TIep-
cnexktuBu HSCT myist mopgaTyHKY SKUTTS AWTHHM,
Hala MyJBTUANCIUTIITIHAPHA KOMaH/Ia BUPINTUIA
CKepyBaTH TaIliEHTa /10 CIeliali30BaHOTO Me/Iny-
HOTO [EHTPY 3a KOPAOHOM, Gepydn [0 yBaru BCi
PU3UKHU B YMOBaX BiifHU B YKpaiHi.

s BecranoBnennsa aiarnozy HLH taxkox coif
BUKOHATH METOJAM Bi3yaJisallii, Hacammepesn s
3anepeyeHHs Heorasii. TuM dYacom MOTpiGHO
pOo3T0YaTH €TiONMOTIUHI TOCiIKEHHsI, HacaMIlepe]]
31 CKpUHIHTY Ha iHQeKIlii Ta PeBMaTOJOTIUHI 3a-
xBopioBanus [17].

[Ticns Bepudikarii miarmosy HLH neoOxia-
HO TEPMiHOBO PO3IOYaTU IMYHOCYIIPECUBHY
€TIOTPOITHY TEePAITito JIJIsT KOHTPOJIIO Tilep3anaieH-
us. Tepamist HLH criipsimoBana Ha 6s10KyBaHHSsT 200
3MEHIIEeHHsT HeHGe3MeUHOTO JIJIsT KUTTS 3aalbHOTO
mpolecy i TaKoX BUMAarae JiKyBaHHSI OCHOBHOTO
Tpurepa, SIKNo Takuii izentudikoBanuii [24]. ba-
30BOI0 Ha CbOTO/IHI € MPOTOKOJIbHA Teparis HLH-
2004: eTono3u/, MUKJIOCTIOPUH, JIeKCaMeTa30H, TIPU
ypakenHi [IHC — inTpaTekasbHuii MeTOTpeKcar
[3,17]. Ticas pocsirrenns pemicii f-HLH-namien-
TaM pekomenzioBaHa anorenHa HSCT, enunauii Ha
cborofiHi edexTuBHUN MeTon JiKyBaHHA [4,26].
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Taka Teparmiss CyTTEBO 3HUKYE PIBEHb CMepT-
Hocti mamientis i3 HLH. Ilpore 5-piune Busku-
BaHHS 3aJUIIAETHCSA HU3BKUM i CTAaHOBUTH ~60%.
[li nanexo He ifeaysbHi Pe3yJbTaTU CIOHYKAIU 10
JIOCJII/DKEHHST  aIBTEPHATUBHUX — TePAIeBTUYHUX
ctpareriit. [l moJiinie s pe3yJibTaTiB JiKyBaH-
HS 30cepe/KeHe JOCTi/PKeHHS Ha BUKOPUCTaHHI
HOBUX IIMTOKIHCIPSIMOBAHUX Tepalliil /s 1ocJa-
6aenns 3ananenns npu HLH. ¥V namienris i3 ped-
pakTepHOIO, PEIUINBHOIO YK TPOTpecyiodoio (op-
moio HLH a6o 3a HermepeHOCHuMOCTi TpauiiiiHOTro
JIIKyBaHHSA e(eKTHUBHO 3aCTOCOBYETHCS eMamamy-
mab [38]. Ile MOHOKJIOHAJIbHE AHTUTINO 10 JIIOJ-
cbkoro 1gGy, sike HekOHKypeHTHO iHTiIOye [FN-y.
Emarnanymab € mepiioio Tepari€io, CrpsiMOBaHOIO
Ha 1uTokinu. [Ipenapar cxpaneHuil 171 JiKyBaHHS
nepsunHoro HLH y mopociux abo miteit. Emama-
JiymMab TpU3HAYA0Th, MOYMHAIOYM 3 103U 1 MI/KT,
1 BBOZISITh Y BUTJLAI B/B iH(Y3ii npoTsirom 1 ron
110 3—4 no6wm. /losyBaHHs Moske OyTH 36iTbIIIEHUM
110 10 MT/KT 3aJ1€3KHO BiJl KJIIHIYHOI BiIMTOBI/II, OI1i-
HEeHOI 3a 3MiHaMU KJIIHIYHKX i Ja00paTOPHUX Map-
kepiB HLH. TTaitienTn TakoX MOBUHHI OJJHOYACHO
orpumyBatu jekcamerasoH (5—10 mr/m2 Ha 106y)
VIIPOJIOBK yCbOTO Kypcy Tepaitii [38]. [Himmum asib-
TePHATUBHUM JIIEBUM 3ac000M 32 Hee)eKTUBHOCTI
nporokosbHoro JgikyBanud HLH € pyxkcositu-
HI6 — cesekTuBHUN iHTiGiTOp sHyc-KiHa3 (JAKs)
JAK1 i JAK2 ta neperBopioBay curHajy i akTHBa-
top Tpanckputiiii STAT-3, mo TuM caMmm 3MeHTITy €
nepelaBaHHs CUTHAJIB 1 IPOLYKYBaHHS IIUTOKIHIB,
3okpema IL-6 Ta IFN-y. ¥ martienTiB i3 Macoro Tija
10 25 KI' MeIUKaMEHT 3aCTOCOBYIOTh Y /I03yBaHHI
2,5 Mr Biui Ha 100y i B 0cib i3 Macolo Tija moHa
25 kr — 5 mr 2 pasu zpenno [8,23,34,46]. Y miky-
BaHHi marienrta 3 pedpakrepaum HLH € Gesmeu-
HUM Ta ePeKTUBHUM KOMOIHOBAaHE 3aCTOCYBaHHS
emananyma0y ta pykcomituaioy [37,39]. €xuaum
MOTEHI[IHHUM BapiaHTOM JIiKyBaHHSI PeIUUBHO-
ro/pedpakrepuoro EBV-HLH € 3actocyBanns
HiBoyMaOly, 1110 6JI0Ky€E perientopu Oijika mporpa-
MoBaHoi cmeprti-1 (PD-1) myxsimHHUX KITITHH, SKi
noB’si3yiorh T-rimbonnTu. PiBHi excripecii Giika
nporpamoBanoi cmepti-1 (PD-1) mnigsuinyors-
cs Ha noBepxHi T-kmitna CD8 micss 3apaxkeHHs
EBV ab6o inmumu Bipycamu. SIKk MOHOTEpario 3a-
ctocoByioTh y f103i Big 100 10 200 Mr nirsixom B/B
indysii mo 3—4 tuxni [25].
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Bucuosku

HLH — piakicue criagkoBe abo HabyTe 3aXBO-
pIOBaHHSA, TPU AKOMY KJIITUHHA iMyHHA Bi/IITOBi/Ib
JIOCATAETHCS TIIXOM JleeKTHOI IUTOTOKCUIHOT
akTUBHOCTI T-1iMpOTUTIB i HATYpaJTbHUX KiJTepiB.
[1oro 0cobaMBiCTIO € HEKOHTPOIHOBAHA AKTUBAILiS
MakpodariB i 3yMOBJIEHUN UM HEPEeryJbOBAHUN
(aronnTo3 KJIITUH KPOBi Ta IXHIX TOMEPEHUKIB.
3axBOPIOBaHHSI MOKe MPU3BOIUTU /IO TSIKKHUX
KJIIHIYHUX TPOSBIB, Bi/I/JaJIEHUX YCKJIQIHEHD, 3HAY-
HOTO 3HIDKEHHST SIKOCTI JKUTTsT abo cmepri. Panne
BrutoueHHsas HLH o audepentiiiinoro miarsocty-
BaHHS MO’Ke 3HM)KYBAaTU PU3MK HOTo HeJ0CTaT-
HBOTO 1 MI3HBOIO A1arHOCTYBAaHHS Ta MOJINIIMTH
pe3yJbTaTu JIiKyBaHHS TaIli€eHTiB. Acmipaitiiina
i Tpemanaitiiina 6iorncist KiCTKOBOrO MO3KY Jal0Th
3MOTY MiTBEPAUTH HASBHICTH TeMOdaromnTosy,
a TaKOXK 3alepeyuTd 1HMNIN TPUIUHU ITUTOTEHIN
i kriTnHHMX anoMadii. /liarnos HLH moskHa BeTa-
HOBJIIOBATH 32 KJIIHIYHUMM 1 TAPaAKJIHIYHUMU KPU-
TepisiMU, TOJi AK3aTPUMKATeHeTUUHOTO TECTYBAHHSI
He MA€ TAJbMYBaTH JIIKYBaHHS. 3 METOI0 BCTAaHOB-
JIEHHST JIiarHO3y BaXKJIMBO 3aCTOCOBYBATH Cy4dacHe
MOJIEKYJISPHO-TEHETUYHE JIOCJI/KEHHS, sIKe MAa€
BaKJIMBEe 3HaYeHHd [ migrseppkenns f-HLH.
CxyraiHicTh JIIaTHOCTYBAaHHS B YKpaiHi 3yMOB-
JieHa BIJICYTHICTIO MOKJIUBOCTI BUKOHAHHS I[UX
TECTIB y BITUYM3HSIHUX [IEPKABHUX JTaDOPATOPISX
i BHCOKOIO BapTICTIO JOCJI/KEHb 33 KOPOHOM.
[Manientn 3 HLH moTpebyioTsh HeraitHoro movar-
Ky 1HTEHCUBHOTO IMYHOCYIIPECUBHOTO JIIKYBaHHSI,
30KpeMa, IJIIOKOKOPTUKOCTEPOI/IiB, IUTOCTATUYHUX
rpernapariBb, a TaKOK TPAHCIJIAHTAIlII0 KiCTKOBOTO
MO3KY B TSDKKUX BUTaKkax. CBO€UaCHUI TTOYaTOK
JIIKYBaHHSI CIIPUSIE 3HWKEHHIO PiBHS CMEPTHOCTI
11 TIOJITIIEHHIO TPOTHO3Y. Xoua JiaTHOCTYBaH-
Hst i sikyBantas HLH samumatorsest ipobiieMoro,
3a octanui 20 pokiB OyJI0 HOCATHYTO 3HAYHUX
yCIixiB. 3aBAsgKy MOTINOJEHHIO PO3YMIHHST T1aTO-
(iziomorii Ta mexanizmis HLH cranu goctynmanmm
HOBI TIperapary IiJibOBOTO JIIKYBaHHS, /i SKUX
CIpPSIMOBaHA Ha YCyHEHHSI OCHOBHUX JilepeKTiB Ha
MOJIEKYJIIPHOMY ab0 KJIITHHHOMY PiBHI, IO TIPO-
IHO3Y€ 3HaUHe MOJIIIIEeHHS CTaHy XBOPUX 1 CIIPUSIE
e(eKTUBHIIIOMY JKYBaHHIO I[i€1 HO30JIOTi1.

Aemopu 3asénsoms npo eidcymmicmv KoOHQLiK-
my inmepecis.
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