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Nimboma — ue rpyna HeonnacTU4HMX 3axBOPIOBaHb, O XapakTepusyloTbCa KJIOHANBHOKW nponidepauierd  NiMGOIaHVX  KNITUH,
AKe MPOSBASETbCS BIANOBIAAI PIBHWUX cTadit andepeHuiauii HopManbHux B-nimbounTie, pigwe T-niMdoumnTis abo NpUPOAHUX Kinepis.
ETionoria 6inblWocTi NiMPOoM He Biaoma. OaHNM i3 A0Ka30BMX NPUHUHHO-HACTIAKOBKX (akTOPIB € BIPYCHI iHMeKLji Ta iMyHOAEDIUMTHI CTaHW.
MeTa — Ha niacraBi AaHux KNiHIYHOIO BMNAaaKy NPYBEPHYTY yBary Nikapis He iMyHONOrB 10 0COBAMBOCTEN BUABNEHHS NEPBUHHIX iIMyHOAEDI-
umTis (MI) Ta npobnemu ixHbOI Ni3HBOI AiarHOCTUKNA.

KniHiyHnin BUNapgok. HaBeaeHo KiHiYHe CNoCTEPEXEHHS TSKKOro He andepeHuinoBaHoro reHetnynHo MIJ. BuaineHo CKpUHIHIOBI O3HaKM
M4y Bumani peumansHoro iHGEeKLUMHOro CUHAPOMY AVXanbHUX LWASXIB Ta 4aCTOro TPMBANOro 3acTOCyBaHHS aHTMOakTepianbH1X npena-
parTiB, AKi MaloTb HACTOPOXNTA NIKaPIB LLOAO KNIHIKO-IMYHOMOMYHMX MapKepiB NEePBUHHOIO IMyHOAEdILNTY. HasdgBHICTb Yy xfionyvka NiMdomMum
Bepkita Takox He BMKIIIoYaE MOXIIMBOCTI NPOSABY IMYHOAEDIUMTHOrO CTaHy, K BTOPUHHOMO Ha i MeOMKAMEHTO3HOrO JlikyBaHHA NiMdOOMM,
Tak i NIEPBUHHOMO, KM MOXE NPOABUTUCE Y NyO6epTaTHOMY Billi. 3aransHui BapiabensHnii iMyHOaAEDIUMT € OAHUM i3 Tvx I, aki «CTapTyloTh»
i3 nimbomm bepkiTa.

BUCHOBKM. [1po6nema H13bKoro Bu1siBneHHs nMoBsipHoro NIy aiten B YkpaiHi € akTyanbHoto. Jlikapi nepBYHHOI NaHKK € NepLUnmMm, ki MatoTb
3MOry 4aCTKOBO BMPILLKTY LIIO NpoBnemy, A0CNiAMBLIV iHDEKUHNIA aHaMHe3 Ta NabopaTopHi CKPUHIHIOBI aHaniau. IcHye HenoBHa 06i3HaHICTb
CYMPKHVX MEAVYHNX ChneLljansHocTer Wwoao o3Hak NI npu nimdonponidepatnBHOMY CUHOPOMI B AiTel. Lier KniHiYH1iA BUNaaoK nokasye 03-
Haku M1y paHHboMYy BiLyi. H3bKe BUSBNEHHSA TaKOX MOB’'A3aHE i3 3810BIIbHOI0 CPOMOXHICTIO | AKICTIO Ta/ab0 BIACYTHICTIO IMYHONOMYHMX
nabopatopHyx 06CTEXEHb, OCOOANBO B AEPXABHUX 3aknaaax.

JlocniaxXeHHs BMKOHaAHO BiANOBIAHO A0 NPUHLIMAIB [eNbCiHCbKOI Aeknapadii. Ha npoBeaeHHs A0CNIAXEHb OTPUMAHO IHPOPMOBaHy 3roay 6aTb-
KiB ANTUHW.

ABTOPYM 3asBNFOTb NPO BIACYTHICTb KOHDANIKTY IHTEPECIB.

Kniovogi cnoBa: nimpoma, nepBrHHMN iMyHoaedILnT, KNiHiYHI 0COBAMBOCTI, AiarHoCTHKa.

A clinical case of manifestation of primary immunodeficiency diagnosed
before as Burkitt’s lymphoma
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Lymphoma is a group of neoplastic diseases characterized by the clonal proliferation of lymphoid cells, manifested by the response of various
stages of differentiation of normal B-lymphocytes, less often T-lymphocytes or natural killer cells. The etiology of most lymphomas is unknown.
Some of the proven causal-consequence factors are: viral infections and immunodeficiency conditions.

Purpose — to draw the attention of non-immunologists to the peculiarities of detecting the primary immunodeficiency (PID) states and the
problem of their late diagnosis based on the data of a clinical case.

Clinical case. A clinical observation of severe non-genetically differentiated PID is given. Screening signs of PID in the form of recurrent
infectious respiratory tract syndrome and frequent long-term use of antibacterial drugs are highlighted, which should alert doctors to clinical
and immunological markers of primary immunodeficiency. The presence of Burkitt's lymphoma in the boy also does not exclude the possibility
of the manifestation of an immunodeficiency state, both secondary to the drug treatment of lymphoma, and primary, which can manifest itself
in puberty. Common variable immunodeficiency is one of those PIDs that «starts» with Burkitt's lymphoma.

Conclusions. The problem of low detection of probable PID in children in Ukraine is urgent. Primary care physicians are the first to be able to
partially solve this problem by examining the infectious history and laboratory screening tests. There is incomplete awareness of related medical
specialties regarding the signs of PID in lymphoproliferative syndrome in children. This clinical case demonstrates signs of PID at an early age.
Low detection is also associated with poor capacity and quality and/or lack of immunological laboratory testing, particularly in public facilities.
The research was carried out in accordance with the principles of the Helsinki Declaration. The informed consent of the of the child’s parents
was obtained for the research
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Beryn

CTAaHHIMM pOKaMHu I[IePBUHHI iMYyHO-

nedimmtr  (I11/I) BUHWKAIOTL dYacTi-

nie, ajge B YKpaiHi JiaTHOCTYIOThCS
PiIKO TOPIBHSAHO 3 JaHUMHU 1HO3EMHUX [[KepeJl.
BiamosizHo 110 giTepaTypHUX JaHUX, TOMTUPEHICTD
JIeSTKUX 13 HUX Y TIOMYJISIii CTaHOBUTH /10 1 BUTIaI-
ky Ha 500 oci6. /{us Gimpmocti TT1/] et mokas-
nuk cranoButb 1:50 000—100 000 ocib, a HuU3Ka
3aXBOPIOBaHb OINMCaHi SIK YHIKaJbHI abo [y:Ke
PiZIKiCHI cTaHu, CIPaBXKHSA MOIIUPEHICTh SAKUX He
Bizoma [2,10].

Tomy B KJIIHIUHIN TpaKTHUIN JiKaps € BUIA/l-
ku misapol miarnoctuxku III/]. Ile € naciaiaxom
HEJIOCTaTHBOI  00I3HAHOCTI MEIAMYHOTO  TIEPCO-
HaJly. 3a3BWYail Taka KOTOPTa XBOPHUX TPHUBAJIO
CITIOCTEPITAETHCST HE B MPOMITbHUX JIKYBaJIb-
HO-TIPO(MITAKTUYHNX 3aKjaagax abo y BY3bKUX
crieriamicTiB. A 1e TPU3BOANTL JO He3aJ[0BiJb-
HUX pe3yJbraTiB JIKyBaHHA Ta 1HBaJIiu3allil
namieHTiB. 3 OmIsiy Ha OOMEKEHY JOCTYIHICTh
MOJIEKYJIIPHO-TEHETUYHUX METO/IIB JIaTHOCTUKHN
III]1 y pyTuHHINi KJIIHIYHIA TPaKTUIl TTepeBaXKae
(beHOTUIIOBUI JIATHOCTUYHMIA I AXij1, 1110 6a3y€Th-
¢4 Ha 30BHIINIHIX IMYHOJIOIIYHUX 1 KJIIHIYHUX
O3HaKax ITeBHOI HO30JIOTiUYHOI oauHUIN. AJsie He
Bci 11/ € dperHorunoBumu. A TouHire, GiIbIICTh
[TI/1 He € heHOTUNOBUMU, 32 BUHITKOM, TSIXKKUX
y nepebiry 3i MIBHUKOIO JIETAJIbHICTIO Ha TIEPIIOMY
POIIi JKUTTS.

OmHuM i3 Tak 3BaHUX <«CTAPTOBUX» BY3bKUX
crieniamicTiB, ki MOXyTh 3amigo3putu  [TT/1,
€ mursui remarosiorn. OcoOJIMBO 1€ CTOCYETHCS
niarnosy <«Jlimgomas B xiteit yososivoi ctati [2].

Mema nocnijzkeHHsT — Ha IiACTaBi JaHUX
KJIIHIYHOTO BUTIA/IKY TPUBEPHYTHU yBary JiikapiB He
iMYHOJIOTIB /10 0COOTMBOCTEN BUSIBJICHHSI TIEPBIH-
HUX iMyHOZeDINMUTHUX CTaHIB i TIpoOIeMHU IXHBOI
Mi3HBOI /[IaTHOCTUKH.

[ocaizkeHHd BUKOHAHO BiJITIOBIIHO JI0 TIPUH-
mumiB lembcinespkoi nexnapartii. Ha npoBenents
JOCJIi/KeHb OTPUMAHO iH(OpMOBaHy 3rojy 6arh-
KiB IUTUHM.

Kaiviyauii BUnaiox

Aunamnes wcumms. Hapomuscst Bix III Barit-
Hocri, [I nepenyacHuxX BariHaJbHUX TOJIOTIB Y TEP-
MiHi 35—36 TwxkHiB Tecrariii, macoo Tiga 3500 r
i noBxkunOO 50 cm. IIyrnmoBUHHMIT 3aJUIIOK Bij-
naB nHa 7-my m00y. limokcuuno-imemiune ypa-
JKeHHsI I1[eHTPaJTbHOI HEPBOBOI CHCTEMHU Cepejl-
HBOI TsKKocTi. Ha rpyaHOoMy BUTOZOBYBaHHI OYB
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no 5 wicamniB. BixgcraBaB y I1CMXOMOTOPHOMY
posButky. llenyenus: mo 8 pokiB oTpuMyBaB
3a rpadikoM, Hajali — HE OTPUMYBAB KOJIHUX.
Comianpanii anamues: 20-piuHuii 6pat 3710pOBHI,
'STh 0Ci0 y POANHI.

Cnaodkosuii anamues: y poauHi — 6e3 CXWJIb-
HOCTI /10 iH(EeKIiiT, 6e3 ay TOIMYHHUX 3aXBOPIOBAHb.
HImo6 6arbkiB — 06e3 KPOBHOI CIIOPiIHEHOCTI.
TenaTutiB y poauuiB He Oysno. Y MarTepi — eH-
neMiuHui 300 (Teparis itoanmgamu). [To 6aThKiBCh-
Kiif JriHii: gigych — KapiuHOMa mpocraTi, 6aby-
¢ — KapiuHoMma Jeretb. Ilo MmaTepuHCbKii JIiHii:
JiJIyCh — KaplMHOMAa HUPKU.

Indexniiinmit anamues 10 Aiarao3dy «rimMdomas:
aeKTUBHO-PECITIPATOPHI CYJIOMHU 3 2-MiCSAYHOTO
BiKY /10 4 POKIB; MiKCOMaTO3 CTYJIOK MiTPaJbHOTO
KJIallaHa BPOJKEHUH (XBOpUM OTpPUMAaB 1HBAJI/I-
HICTb 32 IIMM CTaHOM, ajie ONepPaTUBHOTO BTPY-
YyaHHs He oTpe0dyBaB; IIHEBMOHIT — 110 6 MicsiB
y Billi BiZl 7 MicsI1iB; JJapUHTOTPaxeiT — 1o 2—3 Mi-
c4ii y Biti 2—6 pokiB; oTuTH — 2 pa3u Ha PiK; CTO-
MaTUT — 2 pa3u Ha PiK; peHuAMBHII 00CTPYKTUB-
HUI OPOHXIT; TOCTIHO i/ Yac iHdekii Oiibire
4 pasiB Ha piK aHTUOIOTMKOTEpAIlisy; MiHiMaabHA
MO3KOBa AUCHYHKITIST 10 7 POKIB.

Y Bimi 8 pokiB 2 MicdIli KOHCTaTOBAHO CUM-
IITOM <«TrocTporo skuBotas. [Ipu sanaparenresi —
acIMTUYHA PiJIMHA, 3 TOCTPOI0 HUPKOBOIO HEJI0CTAT-
HICTIO IMTUHY TOCTiTa/1i30BaHO JI0 peaHiMaIliitHoro
BijlIiIeHHs 00J1aCHOT AUTSAYOI JIKAPHI B HAZBAKKO-
My CTaHi 3 TsKKOIO aHacapkoio. CyOdebpuiTer.
B’ammii, aguaamivamii. IIkipa ta camsosi 6Jrii,
yucti. linmepemisi miik. Bupaskena macTo3HICTb
00/4yst, KiHIIBOK, TEpPeHbOI YepPEeBHOI CTIHKH,
IIOIIEPEKOBOI JIIJITHKU Ta KajduTKU. [emopariuno-
TO CUH/IPOMY He BUABJeHO. [T03uTuBHI cuMnToMmn
bpynsunaceroro ta Kepwira. /luxanns putmivne,
CTIOHTAaHHE, BUCJIYXOBYEThCS Ha BCHOMY TIPOTSI3i,
ocyabJjeHe B HMKHIX BiIiJlaX, TaxXiltHOe, 3a/IHIIl-
ka. Ha wmicii npoBesieHHd TIeBpajibHOI MyHKIII,
MKJIOUNYHOTO KaTeTepa Ta MiCIls MPOBeleHHS
JIallapoTleHTe3y — BUPa)KeHI CEPO3HI BUIJIEH-
H4. [lepkyTopHO — Haj JieTeHIMU TPUTYILIEHHS
IEPKYTOPHOTO ~ 3BYKY B  HIJKHIX  BijJijax.
CepiieBi TOHU pUTMIUHI, TIPUTJYIIEH], YacTi, TPy-
O6uii cHCTOMYHUI 1IyM y Bcix Toukax. JKusir
3HAYHO 30iblIeHUIT B 06'€Mi, M0 JOCTYITHUI
naspianii. HukHill kpall meyiHku — Ha piBHI
JiHil K1yOOBOI KiCTKM, MablIaTOPHO OyrpucTa,
misbHa. Cestesinka He 36imbinena. Kan He 3MmiHe-
Huii. /liypes gopcoBanuii, ceuonyck 1mo Karerepy.
[lani komm'otepHoi Tomorpadii (rpy/iHoi, yepes-
HOI 1 Ta30BOI NOPOKHUH i3 JIOBEHHUM IIi/ICUJICH-
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HSIM): JlereHeBa TKaHWMHAa — 0e3 BOTHUILEBUX Ti-
Hell; y HUKHIN 10J1i TTPaBOi JieTeHi — MOCUJIeHUN
JIETEHEeBUI MaJTIOHOK 32 PaxXyHOK MepUOPOHXiash-
HUX 3MiH; Y IIJIEBPaJIbHOMY CUHYCI — BiJIbHA Piiu-
Ha BUCOTOIO 5,5 CM; TMediHKa 3HAYHO 301JbIIEeHa,
HEOJIHOPi/IHA 3a PaXyHOK MHOXWHHUX YTBOPIB
OKPYIJI01 (hOPMHU 3 YITKMMU KOHTYPaMH, SIKi 100pe
KPOBOTIOCTAYAIOTHCS, MICIISIMU 3JIMBHOTO XapaKTe-
DY, 3aXOIIIOI0YN BCIO JIIBY JI0JI10, KA 32 PaXyHOK
HUX 30i/bleHa, ropOMCTa; cejle3iHKa OIHOPII-
Ha, He 30i/bllleHa; CIiBBIZAHONIEHHSI CTPYKTYP
y HHUpKax 30epekeHe; MeTyi KUIIeYHUKa PO3/IYTi,
3 TOPU3OHTAJIIBHUM PiBHEM PIIMHU, OTOPHYTI M s-
KOTKaHUHHUME MacaMu, sKi jo0pe KpoBOIOCTa-
YaloThCsl, 3BYXKyloul Ta JeOpMyIOud IPOCBIT
KUIIIEYHWKA; aHAJOTIYHI 3MiHU B 3a04€PEBUHHO-
My TIPOCTOPi; akCUJISIpHI JiMGpaTUUHI BY3JU —
MOO/IMHOKI TiHi 3J1iBa, y fmiamerpi 0,7 cM; MeiarbHi
giMpaTudHi By3Ju TPYIHOI KJIITKU He 3MiHEeHi; /ie-
CTPYKTUBHMX 3MiH Y XpeOIlsxX Ta KicTKax He BUSIB-
JIEHO. 3a JIAHUMU JIEMKOTPaMm: CErMEHTOSIIEPHI —
71,0%, monorutu — 3,0%, miemonmtu — 1,0%,
Mmetamiesonutu — 5,0%. ani mienorpamu: Gia-
cru (tumy L3) — 7,8%, mimdorutu — 19,2%,
npomienorutu — 0,6%, monorutu — 0,8%, Mieso-
1ty HenTpodinbHi — 12,2%, masmaruysi — 0,2%,
meramiesonutu  — 10,6%, epurpobmactu  —
0,4%, namaukosgepui — 13,2%; nHopMobIacTu
6azodiabai — 0,6%, cermentosimepui — 16,0%,
nosixpomatodisbui  — 5,8%, eosuHodimm  —
5,2%, okcudinbui — 5,8%, Gazodimm — 1,6%, me-
rakapionutn — 10 y nomi 3opy. IlentonsapricTb
nperapary — y HOPMi, PEeTHUKYJIOM IO3UTHB-
Huii. Imynodenorun 6macris: CD45+ — 100%;
CD13(-), CD2(-), CD10+ — 99%, Kappa(-),
CD34(-); CD65(-); CD3(-); CD19+ — 100%;
Lambdat — 91%, CD38+ — 99%; CD33(-);
CD4(-); CD20+ — 99%; HLA-Dr+ — 99%;
CD117(-); CD5(-); CD22(-); Anti-MPO(-);
CD15(-); CD7(-);c CD79a+ — 95%. Modoioriute
MOCJIJIKeHHST TJIEBPAJIbHOTO eKCy/aTy Ta aclu-
TUYHOTO €KCyIATy — TOTAJTbHO OJIACTHI KJIITHHU
BepxkiTT-THumy.

Y Biti 8 pokiB 8 MicAIiB BUSBJIEHO MOYATOK
pemicii mimpomu. Otpuman 8 iH(DY3iT pUTYKCH-
MaOy. OcHOBHI JTabOPaTOPHKX JaHi: JIEHKONeHiss —
2,3x109 /11, abcosrorha siimborenis [I-111 crynens,
tpomboruTonenis — 77x109/1. OcHoBHi GioxiMiy-
Hi NOKa3HUKM — y HopMi. IIyHKIisg KicTKOBOTrO
MO3KY: IIYHKTAT HOPMOKJITUHHUI; TI'PaHyJIOIU-
TapHUN POCTOK TIOJIPa3HEHUN 0 TTPOMIEJIOINTIB;
HEe3HAYyHO 30iJbllleHa KIJBKICTh €03MHOMIIIB,
GasacTHi KJIITUHU — 10 5%; €PUTPOIIOE3 MO HOP-
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MOOJIACTUYHOMY THUITY; 3yCTPIYalOThCs Merajaob,ia-
CTH, METaKapiONUTU B HOPMI, JTiSJIBHI.

Y Bimi 9-10 pokiB y xJomumMKa BUSBJIEHO
iH(hEKIITHNN CUHAPOM y BUTJIS/I 4aCTOTO TOCTPO-
ro 6aKTepiaJbHOr0 PUHOCUHYCUTY Ta (DapuHTITY,
PELUAMBHOTO CTOMATUTY, TOKCUYHOI Kapiomio-
rarii, HeTSKKY IIJIYHKOBO-KUIIKOBY KPOBOTEWY,
MIKOTWYHE Ypa)keHHsS JieTeHb, TieBpomiadpar-
MaJIbHI  3JIyKH, OGaJaHOMOCTUT 1 TIOJIiBAJIEHTHY
ceHcubimizarmio  (OOYTOBY, MeIMKaMEHTO3HY,
xapuoBy) 1ipu piBHi IgE 14-22 MO /M. Yrpumy-
BaJIMCs IONEPe/iHi OCHOBHI 3MiHM J1aGOPATOPHUX
HaHux: jeiikonenis — 3,7—4,0x109/:1, abcomoTHa
gmimporneniss I-II crynens, TpoMGOIUTOTIEH ST —
59-63x109/n1. Y OGioxiMiuHOMYy aHaJi3i KpOBI:
nporeiHeMis — 42—-48 1/i1, TiABUIIEHHS PiBHS
tpancaminaz — 1,7-1,98, migBuiienns Jakrar-
neriiporenasu. 3 TORCH-indexIiit — BUCOKNA
tutp IgG no muromeranosipycHoi ingekiii (CMV)
Ta iHdekIitnoro MoHonykieosy (EBV), mosutus-
Ha CMV nonimepasna mganiiorosa peakitist (I1IJIP)
kpoBi. [IpoBeneHo MpOTUBIpYCHE JIIKyBaHHS KO-
potkuM KypcoM. [IJIP-miarHocTuka BipycHUX Te-
MaTUTIiB — HeTaTUBHA.

¥ 10 poxkiB 1uTHUHY BIIEPIIIE OTJITHYTO AUTIIUM
imyHosiorom. /[lani imynorpamu: IgG — 4,0 1/,
IgA — <0,25 r/x, IgM — <0,5 r/an, IgE —
3,37 Mo/mn. Jlefikorpama: JIEHKOIEHisT —
2,0x109/n, nmimdonenias 11 crymens. [lomi-
CIYHO — JIOBEHHO IMYHOIJIOOyJiHM B /1031
0,4-0,5 1/kr/mic 3a mporokosoMm <«Jlimpoma
BepxkiTas. [TocTTpancdysiiinuii pienbuepes 1,5 Mi-
cams: 1gG — 3,18 v/a, IgA — 0,18 r/n, IgM —
0,85 r/a. Tenatut B (HBV), perunikartist He Bucoka.
Y GioxiMiuHOMY aHaJIi3i KPOBi — MOMipHa MpoTei-
HeMis, 3arajbHuii O6L1ipy6iH — 41,60 MMoOJLIB/JI,
venpsamuii — 31,20 Mmmouib /71, amaHiHaMiHOTpPaAHC-
(bepasa — 6,44 Op, acmapraraminoTpancdepaza —
3,97 Ogn.

Y Bimi 11 poxkiB konctatoBano rematut C
(HCV), pennikamiss He Bucoka. IMmyHoTrpama
IeG — 1,3-4,9 v/n, IgA — 0,3-0,78 v/, IgM —
0,02-0,45 rv/n. HBV+HCV 3 Bipycuum HaBaH-
taxkenuam  1,7x108 Tta 2,7x104 3 mporpecysan-
HIM TelaToJi€HATbHOTO CHUHIPOMY (MiHIMATIbHO
MEeYiHKa, <IBUIKO» cesie3inka). /uTuny Biarpas-
JIEHO Ha TPOBE/IEHHS JIIarHOCTUKU WMOBIPHOTO
III/T no MiHCbKOTO HAayKOBO-JIOCHIIHOTO IleH-
Tpy oHKoremarosiorii. Jlani cy6momysstiii simdo-
mutis; CD3+ — 76,02%, CD4+ — 35,9%, CD8+ —
36,5%, CD3+DR — 5,35%, NK — 9,9%, CD19+ —
12,3%, CD4+CD45RA=CD31+ —  40,5%,
CD19+CD27+IgD — 0,05%, CD19+CD27+
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Igb+ — 0,85%, naivne
CD4+CD25+CD127-/low —
CD21- —  26,6%, iNKT-CD3+TCRVa24+
TCRVb11 — 0,04%. Bucnosox: SH2D1A —
X-3uerieHuin  JiMmgonposidepaTUBHUN  CHH-
apoM (XLP). Takoxk mpoBeneHO 1iarHOCTUKY
BipycHux indexkiit: EBV IgG — mnosutuBHui,
EBVIgM —nosutusnuii, HBV ILJIP —no3utusHmii,
HCV IIJIP — nosutuBHUIL.

Y Binmi 12 pokiB BUSABJIEHO KJIIHIYHO XPOHIU-
HUI PUHOCHHYCHT, PelMauBHUII Oponxit, 1 pas
Ha piK MHEBMOHIIO, Hectelu(iyHnii BUPA3KOBUI
koJiT. [TpoBeneno kKopoTki Kypcu mpodilakKTHIHOT
anTHOiOTHKOTEpAIil Ta IIPOTOKOJBHY Teparriio
remaTuTiB. /[MHamika IOKa3HUKIB iMyHOTpamu
BIPoZoBK 12-ro poky xuttst: 1gG — 2,8-4,5 v/,
IgA — 0,42-0,78 v/, IgM — 0,23-0,57 /.

Ha 13-14-my pomi »xutTta Ha TJi Teparii
BUsBJIeHO TepcuctyBanug HDV-indexkiiii 3 Husb-
KUM BipYCHUM HaBaHTaXEHHSM, IPOTPeCyBaHHS
JIIEHAJILHOTO CUHJIPOMY, 3MEHIIeHHSI B PO3Mipi
MEeUiHKy Ta KapzaioMionaTiio. XJIOMYMKa IPOKOH-
cysbToBano B 1Y «luctutyT mepiatpii, akyiiep-
cTBa i rinekoJiorii iMeHi akagemika O.M. Jlyk’sno-
Boi HarmionanbHoi MeauyHOI akazeMii YKpaiHuy,
Jle BCTAHOBJIEHO CYMapHUMN [iarHo3 <«XpOHIYHU
Bipycuuii Mikcr-renatut B+C (IIJIP HBV —
>1,0x108, HCV RNA — 3,12x104, 1b renorum),
roMipHa akTuBHIicTh. [lupos meuinkm, cramis A 3a
Yaitnn—IT'to, moprasbHa Tineprensis, ¢iebek-
Tasii BeH crpaBoxojy [ cr., moprajbHa racrTpo-
maTig, CcIJeHOMerajis, TilepcIJIeHi3M; acIluT.
Pedmoxkc-e3odarir. Kapmionarig.  [ledinut
Bitaminy D. III/I, pimdomnponicdhepatuBHuii cuH-
npom. Jlimpoma bepkita IV crynens, kiainiko-mia-
6opaTopHa pemicisg». PekoMeH0BaHO BUPILIATH
[UTaHHS TPAHCIJIAHTAIlil TeYiHKK TPU 3MEeHIIeHH]
BiPYCHOI'O HAaBaHTAKEHHS.

Jlo 15-piuHOoro BiKYy iHTIOOBAaHO PEILTIKAIIO
HCV-indexnii. Ane HBV-iadexiis yrpumy-
Bajacd B MiHiMambHoMy TutTpi I[IJIP mocrifino:
3,0<103 MO/ma, 1,3x104 womiit  JTHK/mo.
¥ 14 poxiB 8 MicAIIiB 1iarHOCTOBAHO TiNEPILIEHI3M,
nporpecyiounii ($Hibpo3 TeYiHKU, O3HAKU HecIe-
(ITHOTO BUPA3KOBOTO KOJIITY, KPOBOTEUi 3 BEH
crpaBoxojy. HecucremHo 1o 3—4 Micsiti mpoBojin-
JIM 3aMiCHY Tepartiio JJOBEHHUM iMyHOTJI00Y/IiHOM
(IVIG). Xnomuuk Ba)KKO TIEPEHOCUB JJOBEHHUH
iMyHOI/IOOYJ/IiH i3 BUCOKUM IiZIBUIIIEHHSIM TeMIIe-
patypu 0 bebpunbaux 1udp. Ile 3mycuto mposo-
JIUTH TTI0 TEPAITiio TPUBAJIO B YaCi.

Y 15 pokiB 7 MicsI[iB IUTHHI IIPOBEIEHO FeHeTHY -
He TecTyBaHHs, Jaboparopist «Invitae», 207 renis.

Beell — 98,8%,
0,85%, CD19+
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Bucnosok: 1) narorenernunuii Bapiant VPS13B,
exson 12, c¢.1604del (p.Als535VaifsB), rerepo-
3UTOTHUII — ayTOCOMHO-PEIMCUBHUN CUHIPOM
Koena. Ilpo 1mefi BapianT pamiiie He IOBiIOMJISI-
JIOCh Y JiiTepatypi B 0cib i3 maTosorisiMu, cripuyu-
nenumu VPS13B; 2) NBN, ekson 11, ¢.1520A>G,
reTepo3UroTHUI — BapiaHT «MyTallisi» HEBU3HA-
4yeHOro 3HadyeHHs. 19 3MiHa IIOC/IOBHOCTI 3aMi-
HIOE TiCTHWH aprininoM y KooHi 507 6iaka NBN.
3aUNIoOK  TICTUAMHY TIOMIPHO  HAKOTUYY€ETh-
ca. IIpo 1eil BapiaHT paHinie He MOBiOMIISAIOCH
y JitepaTypi B 0cib i3 aTOJOrisIMK, CIPUYMHEHH-
mu NBN. JlaGopaTopis mpuiryckae, 1o ocoba me-
pebye B HEOILTACTHYHOMY ab0 3JI0SKICHOMY CTaHi,
TOMY PEKOMEHJIOBAHO 1HTEPIpEeTyBaTH Iii 3MiHU
3 JIOJIATKOBUMM Pe3yJibTaTaMi — KJIIHIKOIO 3aXBO-
pIOBaHHS.

Y Bimi 16 pokiB XJ0MYMKa MPOKOHCYJIBTOBAHO
B YHiBepcuterchkiil kiinini m. Mpaitbypr, Himeu-
yuHa. Pe3yabraTti 10CTiIKeHb:

1. IgGA — <5 mr/mi; 1gG — 400 mr/mr; IgM —
<5 mr/m; IgE — <0,8 MO /M.

2.  @enotunyBanust JimdoruTie:  simdo-
mutn — 27,8% (917/mxa), CD3+T xnitu-
HI — 74,2% (681/mxm), CD4+ CD3 —
44,79% (305/mKkun), CD8+CD3 —

49,28% (335/mkir), CD4/CD8 — 0,98%, NK «i-
tuan — 6,97% (64/mxan), HLADR+CD4+T «i-
tuan — 3,63% (11/mxan), HLADR+CDS8+T «i-
tuan — 6,7% (22/mkn), waisui CD4+(CD4+/
CD45RA+) —52,34% (160 /mMKJr), KAITHHY 1aM’SITi
CD4+(CD4+/CD45RO+) — 46,05% (140/mxur),
CD57+CD8 T kmitunu — 27,99% (94/mxn),
CD27+/CD28+CD4 — 86,56%, CD27-/CD28-
CD4 — 1,65%, CD27+/CD28+CD8 — 66,73%,
CD27-/CD28-CD8 — 26,45%. Buchogox: 3Hau-
Ha Jeliko- i JiMdonenis 3 Bupaxkenown CD4+T
i merkoio NK-neniero.

3. Ilamemp B-mimdponurie: CD19+B —
121%, IgM++CD38++ mnepexigni B-knitu-
nu — 19,57%, IgD+CD27- naiBui B-knitunn —
76,04%, IgD+CD27+IgM  xuituam  mam’sTi
B-xmitun — 1,42%, 1gD-CD27+ kuitnan nam’siti
B-xaitun — 0,19%, [gA+CD27+ kaitunu nam’siti
B-xaitun — 0,01%, IgA+CD27- atum. IgA+
kmitiuau nam’sati B-xaitun — 0,00%, IgG+CD27+
kmitiuau mam’saTi B-xaitun — 0,08%, IgG+CD27-
atun. [gG+ kmituan nam’siti B-xanitun — 0,11%,
I[gM+/-CD38++ mmasmobmactu  B-kimitun  —

0,64%, CD21-CD38- B-gmitun — 2,22%,
IgD- IgM+CD27+ B-kaitun (IgM) — 0,39%.
Bucnosox: MacuBHa  eKCHaHCisA — TepexiiHuX

B-kaitvi. 3HaudHo 3MeHIneHa KIJIbKICTh KJIITUH
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mam’ati i IgM  B-xaitun. 4. Ilpomidepartis
T-xamitun: Ge3 03HaK TOPYIIEHHs TpoJridepartii
T-xmiTun.

Y Bini 18 pokiB AUTUHY TEPEBE/IEHO B JI0POC-
JIUI BiK 13 JiarHo30M <«3arajibHuil BapiabesbHMit
imyHozedinut. XpoHiunuii HabyTuii BipycHUI
rermatutT B, 3aroctpennd. Tenatut C, kiiHiKo-Ja-
6opatopHa pemicisg. Ilupos neuinku IV cr., rimep-
cruteniaM, ¢uebexTasziss Ben crpaBoxomny Il cr.,
noprajbHa rineprensisg. BropumHHa MeTtabosiu-
Ha KapJlioMionaTid 3 MOPYIIeHHSIM ITPOBIHOCTI:
HeroBHa av-6sokaza I cr. Hecrerudiunuii Bupas-
koBuii KoziT. IleyinkoBa mosiHeBponatiga. Tpom-
GomuTONEHIsT, JIEWKOTIeHisT BTOPUHHA. XPOHIYHUI
PUHOCUHYCHUT, 3arocTpeHHs. JlatenTHuil nedinur
samiza. Jlimboma bepkira, tepameBtnuna tp. I,
migrpyna R3, cragig IV (3a Mepdi) 3 ypakeHHAM
KiCTKOBOTO MO3KY, KJIiHiKO-TabopaTopHa peMicisi».

Imynorpama: IgA — <015 rv/a, IgM —
<0,07 tv/m, IgG — 6,4 r/n. Jleiikorpama: Jeii-
konenist — 2,5x109/n, mimdonenis 11 crymens.
Y 6GioxiMiuHOMY aHaJli3i KpOBi: TporeiHeMiss —
48-55 T/;1, MiABUIIEHHS PiBHS TpaHcaMiHa3 —
no 287-354 On. Bipycue naBantaxkenns [1JIP mo
HBV — 2,8-3,2x108, HCV ne Busisieno, EBV ne
susiBsieno. Cyb6nomnyJisii smimboruris: CD3+ —
67,9% (0,37x109/n), T-xemmepu CD3+CD4+ —
27,4% (0,15x109 /), T-niurorokcuuHi JimMbonuTu
CD3+CD8+ — 39,5% (0,22x109/1), CD3+CD4+/
CD3+CD8+ — 0,69%?, CD19+ — 21,3%
(0,114x109/m), NK-gaituaun CD3-CD16/56+ —
9,2% (0,049x109 /).

OO6roBopeHHs

[lepenik 3axBoproBaHb, $IKi MOkHa O OyJIO
3alliJIO3PUTHA B XJIOMMUYUKIB i3 fiarHo30M <«Jlimo-
May, 32 JaHuMu aBTOpPiB [2]: derampna EBV-in-
dekiig abo TKKMIT iHGEKIIHHII MOHOHYKJIE03,
YCKJIQIHEHNH reMmodaromutapauM Jimdorictio-
IUTO30M; TeModaronuTapHuil JiM@OTricCTIONNTO3,
1o po3BuHYyBcs Ha Tii EBV-indekiii abo iHmmx
BipycHuX iH(eKIigAX (IIUTOMETAIOBIpYC, aje-
HOBIPYC, BITpsiHa BicIia, IPuUIl); rilroraMMarao0yJii-
HeMisd, ToTepeiHiil MiarHo3 <«3araJbHWI Bapia-
Gemprauii  imynomedinut (3BI/1)»; B-kiituaHa
HeXO/KKiHChKa JiiMpoMa.

Ognnieto 3 pigkicanx Ho30510Ti1 € XLP (cunppom
Jyukana) i 6ibin nomupernii 3BT, Kniniunumu
i mabopatopuumu ozHakamu XLP € [2]:

— st byIbMIHAHTHOTO MOHOHYKJIE03Y: JINXO-
MaHKa, TOH3UJIO(hAPUHTIT, JiMbaseHonaris, rema-
TOCILJIEHOMETAJIisI, TenaTuT, erredaJrit, remoparid-
HUM CUHPOM, TAHIIUTOIEHIis, 3MiHU (haromuTosy,
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ITiIBUIIIEHHS TpaHcaMiHa3, KoaryJomnaris, rinepde-
putnHeMmis, nosutubHa /[HK EBV;

— a7 giMpoMu: TUXOMaHKa, JiMdaaeHonaris,
BTpaTa Macu Tijia, IHTECTUHAJIbHI CUMIITOMH,
yacto B-nmimdowma, simpoma bepxirra, migBuiie-
Huit piBeHb axtuBoBannx CD8+T-mimdoruTis,
3HIKEHa KimbKicTh B-kimiTuH mam’gri, HemocTar-
Hicth NKT-kiTHH, OpyIeHHS ITUTOTOKCUYHOCTI.

X-3gueriennit  mimornposiepaTuBHUN  CUH-
JIPOM — Tie PiZIKICHUI TIepBUHHUN iMyHOIeDIINT
i3 yactoroto 1-3 sumazku wHa 1 000 000 Hapomxe-
HUX XJIOMMYUKIB. Y TUTTOBUX BUTIA/IKAX PO3BUBAETH-
cd Tmmicad 3apaxkenHs Bipycom Emmreiin—bapp.
ImyHHA BiATIOBiZb 3MIMCHIOETHCS NIISIXOM 3HU-
meHHd iHGIKOBaHUX BipycoM B-KJITWH 1UTOTOK-
cuynumu  T-mimpomuramu  (nepeBakHo CD8+)
ta NK-knitunamu. [Ipu XLP nopyuryerbest B3ae-
MO/Iis Mi’K 3a3HaYeHuMU KiaituHamu. [le 3ymoBIe-
HO MyTaIli€eio rena, mo kojaye SLAM-acortilioBanuii
npotein (SAP). Jlokyc X-xpomocoMu BiJIIIOBiIa€
3a posButok XLP (Xg25). Ile y 90-x po-
kax XX crt. izeaTudikoBannii red SH2D1A (SAP,
DSHP), mnomkomxkeHHsI SKOTO TPU3BOAUTH O
po3BuTKy 1i€i marosorii. Jedinur SAP mpusso-
IUTh 10 TIOPYIIEHHS aKTUBallli Ta 3HUMKEHHS
murorokcuunocti CD8+ ta NK-xiituh, 3MeH-
HIEHHS CHUHTe3y IPO3allajIbHUX 1 PeryJasaTOpHUX
UTOKIHIB, Y ToMy umcii IFN-y, y pesyabraTi yoro
MPOTpeCy€e  TMOJIKJIOHATIbHA TpoJideparis iH-
dhikoBanux B-KIiTHH, MO BBAXAETHCSA MPUINHOTO
6impiocTi penorunoBux mposisie XLP. Y xBo-
pOro 3 HaBeJEHOIO KJIHIYHOTO BUIAJKY IIijl yac
reHEeTUYHOTO KOHCYJIBTYBaHHS B MiHCbKOMY Hay-
KOBO-JIOCTIZTHOMY TEHTPi OHKOTEeMAaTOJIOTii BUSB-
Jgeno mytaiifo rena SH2D1A (aukuii BapianT —
wild variant), skuii Moxe acomioBarucs 3 XLP.
JliarHOCTOBAHO 3HUKEHHST JIESIKUX CYOIOIMyJIsIIiin
JMGMOIATIB, SIKI XapaKTePHI /I 1bOTO CUH/IPOMY.
Xoua nipu ipoBezieHHi [IJIP-giarnoctuku EBV 1ieii
MOKa3HUK OyB HeraTWBHUM. BusIBIE€HO aHTHTIIA
[gG Ta [gM EBV. 3a nanumu mitepaTypu, KITiHIYHA
KapTuHa cuHApoMy /[lyHKama XapakTepusyeTbcs
BUpakeHUM ToJiiMopdizmom. Haituacrinie 3ycrpi-
yaeTbest PeHOMEeHH, Taki AK «aTajibHUii» 11epebir
iH(EKITIITHOTO MOHOHYKJI€03, JAUCIPOTeiHEMid 3a
paxyHOK rimoraMmarsioOyjiHeMii Ta HasgBHICTb
JiMdorpoihepaTMBHUX 3aXBOPIOBaHb. [H(beKITiii-
HUI MOHOHYKJIE03 /1a€ JiM(aJeHONaTIIo, TSKKII
TeNaTUT i3 PO3BUTKOM IT€UiHKOBOI HEIOCTaTHOCTI,
sJKa € HaWJyacTilllol0 NPUYMHOIO CMEPTI TaKUX
XBOpUX. Y HaBeIeHOTO XBOPOro KJiHiUHA KapTH-
Ha III/[ mae Taky 3akoHoMipHicTb. Baskka reviH-
KOBa HEIOCTaTHICTb i3 PO3BUTKOM IHPO3Y, (hid-
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po3y II crymend € OCHOBHOIO KJiHIYHOIO O3Ha-
KOIO.

Bonnouac y aiteit 3 XLP ne Ttak 4acto pos-
BUBAIOTHCSI IUTOIIEHII, 1[0 BUSABJIEHO Y XBOPOTO
(TmocTiitHa JIeWKOTIeHis, 3a pPaxyHOK JiiM(OIleHii,
Ta TPOMOOIMTOIEHIsI, HMOBIPHO, SIK HACJIIOK
MEeYiHKOBOI HeJ0CTaTHOCTI). HasgBHICTD 1X MOXKe
OyTH TIPOSIBOM Bipyc-acollifioBaHoro remogaro-
nurapHoro Jimdorictionurody (VAHS — virus
associated haemophagocytic syndrome). OcHoB-
HUMHM TIPOSIBAMU TaKOTO CUH/POMY € IIPOTPecylo-
Yya IMTOIEHIsA 3 ypakeHHSAM OJHOr0o abo KiJIbKOX
MapOCTKiB, SBUNAMU JTiM(DOTiCTIONUTAPHOI Tirep-
mazii Ta GaroruTo3y KITHH KPOBi B KiCTKOBOMY
MO3Ky. IIpyu Takomy 3aXBOpIOBaHHI JIETAJIbHICTD
cranoBuTh npaktnyHo 100% yHacmigok TK-
KuX iH(heKIii, KpOBOTEY, CEPIEBO-JIETEHEBOI HEIO-
CTaTHOCTI.

Y HaBeleHOro XJIONMYMKa KJiHIYHA KapTUHA
cunzpomy JlyHkawa Oyna TSDKKOW. 3a JaHUMU
Jiteparypu, piBeHb cmepTHOCTI fiteit 3 XLP € no-
CUTb BUCOKOIO — 1T0HA] 50%. OCHOBHUM METO/I0M
JIKyBaHHS Ticas crabiisalii craHy € ajoreHHa
TPAHCILIAHTAI[IS TEMOIMOETUYHUX CTOBOYPOBUX
KJIiTHH. TakosK € JlaHi TPo JIiKyBaHHS 1IUX HAIlIEHTIB
npernapataMu MOHOKJIOHATbHUX aHTuTiar CD20.

Y maBezieHOTO XBOPOTO, HABITH TPU OTPUMAHHI
JIOBEHHOTO iMyHOTI00yJ1iHy B 71031 0,51 /KT /Mic, He-
CUCTEeMAaTUYHO iHMDEKIIHHNUI CUHAPOM OYB BasKKIM
BUKJIFOYHO 32 KJIHIKOIO 1 IJaOOpaTOPHUMMK JTaHUMU
MTeUiHKOBOI HEIOCTATHOCTI. XBOPUU TOCTIWHO Tie-
pebyBaB Ha TIPOTUBIPYCHIi Teparii TaHahaBipoMm,
M0 JIaJlo 3MOTY TIOBHICTIO iHTIOyBaTH peruTika-
mito HCV ta HBV y nigninii tepminu. TectyBan-
Ha Ha EBV-indekiiio meronom [IJIP mpotsarom
TPUBAJIOTO Yacy Jajo HeraTUBHUI pesysbrar. [H-
(bexmiitHUiT CUHAPOM TPOSBAABCA PENUIUBHIM
GakTepiaJbHIM PUHOCHHYCHTOM, a JIBidi Ha Pik —
HETSAKKOIO MTHEBMOHI€10. XBOPHIA TOCTIAHO meped-
yBaB Ha IPOMiTakTHYHIiT aHTUOI0THKOTEPAITii.

Crip 3a3Ha4uTH, MO B TPETUHU TAIIEHTIB
rinoraMMario0yJiiHeMist OJHOTO 4u OiJbliie TIij-
KJIaciB iMyHOIIOOYJTiHIB MOke OyTH HasiBHA MpU
3apaskeHHi iH(PeKIINHNM MOHOHYKJIe030M. AJie 3a-
3BUYall TYT MOXe BHUHMKHYTH IIiJlo3pa IIpO
3BIJI. JliTu, g9Ki peryysspHO OTPUMYIOTh 3aMiCHY
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tepamito npu 3BIJI, maioTh Kpammii TpPOrHO3
I0/10 SKUTTS.

ITixg yac mpoBeneHHs AiarHOCTUKU I'eHEeTUYHOI
Bepudikarii imosipHoro I/ y HaBemenoro xBo-
pOTro He BUsIBJIEHO XapakTepHux myrtaiiil. [lix yac
obcrexxeHHs B YHiBepcurerchbkiil kiainini Himeu-
yuHu BUcyHyTo Bepcito mpo 3BIJl. Posrisanyro
MOKJIUBICTD TepcucTytouoi B-mimdoruroneHii ta
aramMMarJsio0yJiHeMil mmicJist Tepartii puTyKCuMaboM.
BpaxoByioun naH-aiMQOIUTONEHI0 3 0COOJUBUM
sumkeHHsaM CD+T-kmitun (380/MKi1), HOpMaJTb-
Hy mpodmidepartito T-KaiTHH, 3aTPOTOHOBAHO He
3aCTOCOBYBATH MPOMIIAKTUUHY aHTUOIOTHKOTE-
pamito. BpaxoByioun HasiBHiCTH arammarsio0y.Jri-
HeMil Bcix [g po3TyiaHyTo BapiaHT HEZI0CTaTHLOI TTO
no3yBaHHIO 3amicHoi Teparii IVIG i, sk Hacainok,
norpeby B 36inbmienni 1o 0,8 r/kr/mic. s Bro-
CKOHAJIEHHS eTiOJNIOTiuHOo1 Kiaacudikallii OCHOBHO-
ro 3aXBOPIOBAHHS PEKOMEH/IOBAHO JOCJII/[PKEHHS
Ha [TOBHE CEKBECTPYBAaHHS €K30MY, IKe XBOPOMY He
MPOBEIEHO 3 MPUYUHU BiJICYTHOCTI KOTIITIB.

BucuoBku

Ha cporoani criocrepiraerbcst 3HMKEHa HACTO-
poskeHicTh 11o/10 HiMoBipHoro IIIJI y miteit 3a ja-
HUMHU iHQEKIIHHOTO aHamMHe3y Ta J1abopaTOpHUX
CKPUHIHTOBUX aHANi31B y JiKapiB NEePBUHHOI JIaH-
ku. Ha npukiazi HaBeZieHOTO KIJIIHIYHOTO BUTIAJIKY
osHaku [11/] MoxxHa 3HAWTH 1Ile B PAaHHBOMY BIIIi.
OxkpiM TOro, BisMiua€Thcst HelmoBHa 00i3HAHICTH
CYMDKHUX MEIUUHUX CIEIiaIbHOCTEN 11010 03HAK
[II/T mpu mimdomnporiepatTuBHOMY CUHIPOMI B
miteit. Ile moTpebye mostinmeH s SKOCTi HABYAHHST
Ta, SIK Pe3yJIbTaT, BBeJICHHS /10 IIPOrpaMy HaBYaHHS
CTYJIEHTIB MEJIMYHUX BY3iB JOJUIIJIOMHOI OCBITH,
a /11 BY3bKMX CIIeIiaJicTiB — MiCASUTLIIOMHOL
OCBITH OIJTBIIOT KITBKOCTI CEMIHAPCHKUX TTPAKTUY-
HUX 3aHATb, OCOOJMBO IIE[AIaTPUYHOI CIeliajib-
HOCTI.

I[i npobGiaemu Bce K MOB'$I3aHi i3 3aI0BLIBHOIO
CITPOMOJKHICTIO 1 SIKiCTIO Ta/ab0 BiAICYTHICTIO IMyHO-
JIOTTYHKX J1a00PaTOPHUX 00CTEKEHb, OCOOIUBO B JIEP-
JKaBHUX 3akyiagax. CKPUHIHTOBA JiarHOCTHKa CyOIo-
IyJIAIH JiM@OIUTIB y KpaiHi € BUKJIIOYHO IIJIATHOIO.

Aemopu 3a568150mb PO GIOCYMHICMb KOHDIIK -
my inmepecia.
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