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[JliarHocTrka HENTPONEHI FPYHTYETLCA HacamMnepen, Ha peaybrarax OLHKM aOCOMOTHOI KibKOCTI HEMTPOMINIB Y 3aranbHOMY aHanisi KpoBi
Ta KNiHYHIN KapTnHi. FeHeTuYHe NiATBEPAXEHH:A AiarHo3y BPOAXEHO! HEUTPONEHI i Moxe ByTV TPUBaNNM i He 3aBX AW YCMILLHKM.

MeTta — npoBecTV aHaia kiiHiYHOro nepebiry Ta nabopatopHYX NPOSBIB BPOOXEHUX HENTPONEHI Yy AiTei Ha Npuknagi ABOX KiHIYHWX
BMNAAKIB, OO NPVBEPHYTY yBAry NikapiB A0 MOXIVBOCTEN AiarHOCTUKN AaHKX 3aXBOPIOBAHb.

HaBeaeHo kniHivHI BUNaAKwM, ki NiaTBEpAXYI0Th BapiabenbHiCTb KNiHIYHMX, N1abopaTopHVX MPOSBIB | TSKKOCTI nepebiry HeTponeHil. B nep-
LIOMY BMNaaky BPOAXEHA HENTPOMEHIS NPOABASIACH SCKPABMMM KNIHIYHVMIA O3HaKaMM, SKi Maiv LMKNIYHUIA XxapakTep, CynpoBOAXYBaiach
rapaykolo, aTO3HUM CTOMATUTOM, FHTIBITOM. AGCONIOTHA KINbKICTb HEMTPOMINIB Y 3aranbHOMYy aHanidi KOOBI BiANOBiaana TAXKii HeMTPONeHii,
npoTe NoTPIGHO B0 Kifnbka POKIB A5 FreHEeTUYHOro NiATBepOXeHHs aedekTy. Jpyrnii BUnaaoK UTONeHi, y TOMy YUCAi HeTpOoneHii B xnomn-
yyiKa, BUSBNEHWNI y ABIMHAT BMNAAKOBO, OCKINbKI B AITEN HE OYN0 XOAHWX KNIHIYHMX NPOSIBIB, NOB'A3aHVIX i3 LIMTOMNEHIEn. HeaBaxaloum Ha oqe-
BVAHICTb HEUTPONEHIi B 3aranbHOMY aHanidi KpoBi 3 a60 6€3 KiHi4HKX NPONABIB, WASX A0 NOBHOIO AiarHO3y He 3aBXaW € NPOCTUM. Lintonenia
B AiTeN, Y TOMY YMCAi HEMTPONeHia, NnoTpedye MyNsTUAUCUMNAIHAPHOIO NiAXody A0 AiarHO3y 3 BUKMOYEHHAM AK MPUYMH BTOPUHHMX HETPO-
NeHin, remMatonoriyHol NaTonorii, Tak i NOPYyLWeHb IMYHITETY, NepeayciM daroumMtapHoi NaHkn. FeHeT4He OOCNIAXEHHA MOXe 10MNOMOrTu Be-
PUDIKYBaTY TOYHUI OjarHO3 Yy NAUJEHTIB i3 BPOAXEHUMM NOMUIKAMW IMYHITETY, NPOTE NTEHETUYHI BapiaHTV 3HAYHOI HaCTKI BPOOXEHNX HEUTPO-
MeHiin i 4O CbOroAHi 3anuLalnTbCa HEeBIOOMUMN. |30N1bOBaHI HEUTPONeHIi B AiTen, a Takox Yy noedHaHHi 3 HWUMK LTONEHIaM1 NoTpebyioTb
pPETENbHOMO CMNOCTEPEXEHHS Ta BUOOPY ONTUMAabHOI TakTUK BEAEHHS, OCKINIbKM MOXYTb MaTh Cepo3Hi yeknaaHeHHs. MNoganblie cnocrte-
PEXEHHs 3a naujeHTaMy 1acTb 3MOrY POSLUMPUTY 3HAHHS LWOAO PO3BUTKY 3aXBOPIOBAHHA, AMHAMIKIA CUMMTOMIB, BUHWUKHEHHS YCKNaAHEHb
Ta nonepeauTy ix pO3BUTOK.

JlocnigxeHHs BYKOHaHO BIANOBIAHO A0 NpMHLUMNIB MenbCiHCbKOI Aeknapadii. Ha nposeaeHHs A0ChiAXEHb OTPUMAaHO iHHOPMOBaHy 3rofy 6aTb-
KiB AiTEN.

ABTOPM 3a8BASHOTb NPO BIACYTHICTb KOHMAIKTY iIHTEPECIB.

Kniouogi cnoea: ajtv, BpoaxeHa HentponeHis, SRP54 nediuut, ERCC6EL2 BapiaHT.

Congenital neutropenia in children: short and long way to diagnosis
O.R. Boyarchuk, O.M. Shulhai, L.l. Dobrovolska
I. Horbachevsky Ternopil National Medical University, Ukraine

The diagnosis of neutropenia is based, first of all, on the results of the assessment of the absolute number of neutrophils in the complete blood
count and the clinical picture. Genetic confirmation of the diagnosis of congenital neutropenia can be long and not always successful.
Purpose — to analyze the clinical course and laboratory features of congenital neutropenia in children on bases of two clinical cases
in order to pay the doctors’ attention to the diagnosis of these diseases.

We present clinical cases that confirm the variability of clinical and laboratory manifestations and the severity of the course of neutropenia.
In the first case, congenital neutropenia was manifested by profound clinical signs with cyclicity, was accompanied by fever, aphthous stomatitis,
and gingivitis. The absolute neutrophil count was consistent with severe neutropenia, but it took several years for genetic confirmation of the
diagnosis. The second case of cytopenia, including neutropenia in a boy, was found in twins by chance, as the children had no clinical mani-
festations associated with neutropenia. Despite the obviousness of neutropenia in the general blood test with or without clinical manifestations,
the path to a complete diagnosis is not always simple. Cytopenia in children, including neutropenia, requires a multidisciplinary approach
to diagnosis, excluding both the causes of secondary neutropenia, hematological pathology, and immune disorders, primarily the phagocytic
defects. Genetic testing can help verify an accurate diagnosis in patients with inborn errors of immunity, however, the genetic variants of a large
number of congenital neutropenias remain unknown. Isolated neutropenia in children, as well as in combination with other cytopenias, require
careful monitoring and the selection of optimal management tactics, as they can have serious complications. Following of patients will make it
possible to expand knowledge about the disease course, the dynamics of symptoms, the occurrence of complications in order to prevent them.
The research was carried out in accordance with the principles of the Helsinki Declaration. The study protocol was approved by the Local Ethics
Committee of all participating institutions. The informed consent of the patient was obtained for conducting the studies.

No conflict of interests was declared by the authors.
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Beryn

pojKeHi (TepBUHHI) HEWUTPOTIEHii Ha-
JIeKaTh /0 TEPBUHHUX iMyHOAeIINTIB
(Bpo/pkenux nomuiiok imysitery (BIIT)
BIZIMTOBIZTHO IO Cy4acHOI T€PMIHOJIOTII), TIPU SKNUX
HOPYIIYEThCS  A03PiBaHHS  CTOBOypoBUX — abo
mienoignux kaitun [1,8,17]. Kuiniunuit mepebir
3aJIeKUTh BiJl TEHETUUHOTO JleheKTy Ta BiJl TSK-
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KOCTI HeiTporeHii i Moke KOJIMBaTHCS BiJ cyO-
KJIHIYHOTO 10 TSIPKKOTO, KUTTEBO HEGE3MEYHOrO,
i3 Bupa)keHUMHU IposgBaMu iH(EKIIHHUX abo
IHIUX yCKIagaHeHb [4,6,10].

3araJioM HEUTPOIeHil0 MOKHa iarHOCTYBaTH
3a 3araJibHUM aHasi30M KpoBi. BakaMBUM € BU3Ha-
yeHHs abCOMOTHOI KisibKocTi Helirpodinis (AKH).
[Mokasznuk AKH <1500 kiTis y MKJ Yy [iTeii mic-
Jig TIepIIOro POKY KUTTS JIa€ 3MOI'Y JiarHOCTYBa-
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Te
BpopxxeHi pedexTu KinbkocTi Ha PYHKLUIT paroumTiB, Ki CyrnpoBOAKYIOTLCSI HEUTPOMNEHIEI0 gy
3axBOpPIOBaHHSA | FeHeTnyHnn pedekTt | Tun ycnaakyBaHHS
1. BpomxeHi HertponeHii
Hediumt enacrasu (Tsxka BpoaXeHa HenTponeHia 1) ELANE AL
CFH-pediunt CFI'1 Al
HAX1-nediunt (xsopoba KoctmaHa) HAX 1 AP
GBPC3-pgediunt G6PC3 AP
VPS45-nediunt VPS45 AP
XBOpPOOa HakoMM4eHHA mikoreHy 1b Tuny G5PT1 AP
X-34ernneHa HemTponeHrisa/Mienoancnnagia WAS X3 GOF
P14/LAMTPR2-nediunt LAMTOR 2 AP
CuHpgpom Barth (3-metunmiotakoHikaupuaypisd tin 1) TAZ X3
Cunapom KoxeHa VPS13B AP
Movkinogepmis 3 HerTponeHieto (cuHapom Clericuzio) USB1 AP
JAGN-1-nediunt JAGN 1 AP
3-METUNIIIOTAKOHIK aunaypis CLPB AP
Heoiupt peuentopa -KCD CSF3R AP
SMARCD2-pediunt SMARCD?2 AP
Lediupt cneundivHmx rpanyn CEBPE AP
CuHagpowm LLiBaxmaHa-aimoHaa CBDS, DNAJC?21, EFL1 AP
HYOU 1pediunt HYOU AP
SRP54-pediunt SRP54 ALl
CXCR2-pediunt CXCR2 AP
2. [leexktv pyxnmBoCTi
WDR1-nediumt WDR1 AP
HewntponeHia 3 KoMGIHOBaHUM iMyHOAEDIUMTOM Yeped aediunt MKL1 MKL1 AP
3. IHLwi Henim@oinHI nep ekt
GATA2-nediumT GATA2 | AL

Tn Heitponenio [12,14]. BuaingioTs Takox cTy-
neHi TspkkocTi HenTpornenii: 1500-1000 kriTuH
y Mrar — Jgerkmit; 1000-500 xmitTus y Mk — ce-
penniit; < 500 KITHH Yy MK — TSDKKUNA CTYTHD
TSKKOCTI HEUTPOIIeHii.

OcHoBHa (dyHkiisgs HelTpodiniB — darou-
TO3, TOMY HeWTpolneHii Hasexatb 10 rpynu BIII
3 mopymerHsaM (arorurtody [17,19]. Ha croromni
BizoMo moHay 20 reHeTHYHUX JeeKTiB KiTbKOCTI
(aronuTis, SKi CyIPOBOKYIOTbCI HEUTPOTICHIED
(tabs.) [17]. IIpoTe 3HWKEHHSI KiJIBKOCTI Heii-
TpoiMiB MOXKe cIrocTepiraTucs U cepej iHIIMX
rpyn BIII: nedexrax iMmyHHOI peryssitii, 30KpeMa,
NPpU HUBI CUHJPOMIB CiMeitHOTO TeModaroIu-
TapHOTO JIMOOTICTIONUTO3Y, Y TOMY YMCJi THX,
mo TepebiratoTh i3 TiMoMirMeHTarien (CHHAPOM
Yepniaka—Xiramii, cungpom Ipicuemri 2-ro Tuimy,
cunzgpom lepmanceroro—Ilyanaka); nedekrax
BpokeHoro imyHitery (WHIM-cunapom); Kom-
6inoBanux imynozedinurax (ERCC6L2-xedinmr,
GINS1-nedinmT, rimomnasist XpAIIiB i BoJoccs Ta
immmi) [13,15,16,19]. BITI MoxyTb cynpoBoKyBa-
TUCS aBTOIMYHHUMU HUTOTEHISAMU, Y TOMY YUCJTL
xapakrepuumu st Husku BITT [15].

Curip maM’sTaT PO BayKJIMBICTh BUKJIIOYEHHS
BTOPUHHUX HEUTPOIEHIH, TPUINHAMMU SIKUX € HU3-

Ka BipyciB, OakTepiii, MeBHI MeIUKaMeHTH, aedi-
AT HYTPIE€HTIB, 3aXBOPIOBAHHS KPOBI 1 CITOJyUHOI
TKaHUHA [3].

Memoto poboTu GyJI0 IPOBECTH aHaI3 KJIiHIY-
HOro 11epebiry Ta J1abopaTOPHUX IIPOSIBIB BPOIKeE-
HUX HEUTPOTIEHIN y AiTell Ha MPUKJIAi ABOX KJIiHIY-
HUX BUIAJIKIB, 11100 TIPUBEPHYTH yBary JiKapis 10
MOJKJIMBOCTEN /IIarHOCTUKY JJAHUX 3aXBOPIOBAHb

Haezneno aBa KjiHiuHI BUITAAKA HEUTPOIIEHIH,
o 3ymosJieni BIII ta masm pisauii nepebir y -
Teir. He3Baskaioum Ha OYEBUHICTH HEUTPOIEHIl
B 3araJbHOMY aHaJli3i KpoBi 3 a60 6e3 KiHIYHUX
MPOSBIB, MIJIAX /10 TTOBHOTO /liaTHO3y HE 3aBXKIN
€ TpocTuM. leHeTW4Hi BapiaHTH 3HAYHOI YaCTKHU
BPO/IPKEHUX HEWTPOIIEHIN i 10 CbOro/Hi 3ajmiia-
I0ThCS HEBIJIOMUMU.

HocrijzkeHHs: BUKOHAHO BiIIIOBIZIHO /10 NPUH-
numiB lenbcincpkoi geknapartii. Ha mpoBenenns
MOCJIKEHb OTPUMAHO iH(hOPMOBaHY 3roy 0aTh-
KiB friTelt.

Kaniniunuii eunaoox 1

/liBunnka BiKOM 8 pOKiB HalpaBjeHa Ha KOH-
CYJIBTAITIIO JI0 IUTSYOTO TaCTPOEHTEPOJIOTa 3 TPH-
BOJIy XPOHIUYHMX 3aKpeEIliB, PENUUBHOTO CTOMa-
tuty. [lix yac po3nmuTyBaHHS BCTAaHOBJIEHO, IO
B JIIBYMHKN KOXKHI 2—4 TUXKHI BUHUKAIOTH €Ii30-
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AKH nepeg nikysaunan  em—Hopma AKH —— AKH nig wac G-CSF nikysamua

Puc. InHamika AKH 0o Ta nicnsa nikyBaHHS rpaHynoumMTapHUM KOSIOHIECTU-
Mysioounm paktopom (G-CSF)

 aTO3HOTO CTOMATUTY, SIKi CYNPOBOKYIOTHCS
JIMXOMAHKOIO, 301JIBIIEHHAM 1 OOTIOYICTIO MTMITHNX
JiMGATUIHUX  BY3JIiB, TOCUJIEHHIM CHUMIITOMIB
TIHTIBITY, 1HO/II 3 TTPOSIBAMM AHTYJISIPHOTO XEHUJIITY.
Tpusasictb KoxKHOTO emnizoxy — 4—6 1i6. 3 Tpupiu-
HOTO BiKy JIiBUMHKA [IEPIOUYHO IIPOXOIUTH 0OCTE-
JKEHHsI 1 JIIKyBaHHSI B XipyprivHOMY BiJUIiJICHHI 3
MIPUBOJLY JIOJTIXOKOJIOHY.

3 aHaMHe3Yy JKUTTH BiJIOMO, IO J[IBUNHKA HAPO-
JlAJIacs BiJi IepIoi JOHOIIEHO1 BariTHOCTI, YCKJIa/l-
HeHOI IUCQYHKINEI IJIAlleHTH, 6GaraToOBOIISIM
JIETKOTO CTyTeHsd, Tiesonedputom Baritoi. Maca
Tista pn HapomkeHHi — 3600 1, 1oBXKWHA Tima —
35 cM. Ilicsist HapoKeHHs criocTepiraBest THIHHUIN
KOH'IOHKTUBIT. Y OaThKa — reprneTHYHUN KepaTur.

[Tepmmi cumnromu (JIMXOMaHKa, CTOMATUT, TiH-
TiBIT) y AiBYMHKY 3’ aBusucs y Bitti 10 micstis min
yac mpopidyBanHs mepmmx 3y6iB. Ha apyromy
POTIi JKUTTH, KPiM PEIUMBHUX ITPOSBIB YPAKEHHS
CIM30BUX ODOJIOHOK, TPUYi CIIOCTEPIraJnCs ypa-
JKeHHS MKIipy (IMIeTUTro, MHOKMHHI (PyPYHKYJIN ).
Y 3aranpHOMy aHami3i KpoBi croctepiraiacs
aremis (remorsio6in — 103 r/i), TsKKa HEHTPO-
neniss (260 kmitTuH y MKi), MoHOuHMTO3 (20%).
JlocmijiskeHHsT  KiCTKOBOTO MO3KY JIaJl0  3MOTY
BUKJIIOUATHU TeMaTOJIOTIUHI 3aXBOPIOBAHHSI.

3 oy Ha KJIHIYHY KapTUHY, TUKJIIYHICTh
KJIHIYHUX TIPOABiB, BUPaXXeHY HEUTPOIIeHilo,
aHeMilo, KOMIIEHCATOPHUI MOHOIIMTO3 3allilo3pe-
HO IMKJIYHY He#Tporenito. IIpore 3a pesysbra-
TaMM CEeKBeHyBaHHSI BCiX ek30HiB reHa ELANE
He BUSIBJIEHO TNMAaTOreHHUX BapiaHTiB. HacTymaum
eTaroM TpoBe/ieHo cekBeHyBaHHs ek3omy (WES),
CIIOYATKY TaKOK He BUSBJICHO 3HAUYIIMX BapiaHTiB.
JIuiiie mpyr NOBTOPHOMY IeperJisi/ii uepes pik BijMi-
yeHo reHetnyHuil gedexkr y SRP54 reni. /lerannb-
HUN BUKJIAJ KJIIHIYHOTO Tiepebiry Ta pesyJsrari
TeHETHYHOTO 00CTEKEHHS 1[HOTO BUIIA/IKY OITUCAHO
B HelaBHiil my6Jrikarii [9].

OTike, He3BaKAIOUM HA OYEBUHUN KJIIHIUHUHI
JliaTHO3 HEUTPOTIeHil, BU3HAYEHHS TEHETUIHOTO Jie-
dbexry 3aiingno maitke 3 pokn. [Ipusnavenns rpa-
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HYJIOIUTAPHOTO KOJIOHIECTUMYJIIOIOUOTO (paKkTopa
(G-CSF) majno nmo3utuBHUM eeKT Ha KIIHIYHUI
nepebir xBopobu Ta piBeHb HeHTpodiIiB (pHC.).

Kniniunuii gunadox 2

Xgrommuuk BikoM 13 poKiB MpOXoauB craiionap-
He JIIKyBaHHS B XipypriyHoMy BiJUIiJIeHHI 3 IIpU-
BOJIy T€éMaTOMHU HUPKH Ta TePeoMiB pebep micst
Ma/IiHHA 3 BeJIOCUTIeIa.

3 aHaMHe3y BCTAHOBJIEHO, IO XJIOMYUK Hapo-
JIBC 3 IBiiiHI, BiJl IIepInoi BariTHOCTI, sika mepebi-
rajia Ha TJii MaJIOBO/IS, TIePeIYaCHOTO I03PiBaHHS
mnarentu. IImo6 HecriopigHerwii. XJI0M4UK Hapo-
JINBCST HEJIOHOTIIEHUM Y TepMiHi 34 TUKHI MIJISIXOM
KecapeBOTo PO3TUHY, Maca Tijia ITPU HAPOJPKeHHI —
2100 r, moB:xuHa Tisa — 44 cMm. Ha nepmomy porti
JKUTTS CIIOCTEPITaBCS 3 MPUBOY AUCILIA3I1 KYJIh-
MIOBUX CYTJIO0IB, ¥ MOMIKIIBHOMY Billi — 3 TIpH-
BOJIy PENUIUBHOTO BipyC-THAYKOBAHOTO Bi3WHTY.
Y 12-piuHoMmy Billi TPOOTIEPOBAHUM /[BiUi — 3 TIPHU-
BOJly TOCTPOTO aIlEHAUIUTY Ta TEePeKpyTy s€u-
Ka. 3HAUyIMNUX 3MiH y 3araJibHOMY aHasi3i KpoBi
no 12 pokiB He Oya0, KpiM JIeTKOI aHeMii
(remorsio6in — 107 r/x).

[T yac 06’€eKTUBHOTO OOCTEKEHHS HE BUSIBJICHO
MOpYyIIeHb Y COMATUYHOMY CTaHi IUTUHU. Bigmive-
HO TiJIbKY TTO3UTUBHUY cuMmniToM [lacTepHalibkoro
3a paxXyHOK TpaBMU HUPKHU. BcTaHOBJIEHO JIEHKO-
nenito (2,72x109/x), wneiirponeniio (0,7x109 /1)
i tpomborronenito  (74x109/n).  Tlomasbiie
00CTEKEHHS CIPIMOBAHO Ha BU3HAYCHHS TTPHY-
HU IIUTOIEHI].

3a pesyJbraTaMu JIOCJI/KEHHS KiCTKOBOTO
MO3KY IIOKa3aHO 3HayHe PO3IIUPEHHS €PUTPOHY
6e3 opyIIeHHs BU3PiBaHHS, 3BYKEHHSI Mi€JIOIIHO-
T'O MapoOCTKa 32 PaXyHOK 3HUKEHOTO BMICTY 3PIiJNX
HeUTpodiIiB HA TJTi HOPMATBHOI KJIITHHHOCTI MO3-
Ky. BizmiueHno momipauii qusmienos (36ibiieHHs
PO3MipiB, TIOrPaHYJIAIisA, ACUHXPOHIS BU3PiBaH-
Hs). BmicT miasMaTUYHMX KJHITUH i MOHOIIMTIB
HiIBUIIEHU.

3a 1aHuMU JOCiIKEeHHS CyOTomy Isiii aimbo-
IUTIB Ta PiBHS iMyHOTJIOOYJIHIB BUSIBJIEHO 3HMU-
seHHs abcosrrorHoro 3Hadents CD3 (0,809x109/
npu HopMmi 1,4—2,0x109/m) Ta CD19 (0,183%109/n
mpu Hopmi 0,3—0,5%109/1) Ta migBUIEHHST PiBHS
IgE mo 798 MO /M.

Bepyun nmo ysarm, mo B XJIOTUMKA € cecTpa
3 ABIHHI, a TAKOX IT1103PIOI0YU BPOKEHY TIATOJIO-
rifo, o6cTesKeHo 1 AiBUMHKY. Maca [iBYMHKYU TIpu
HaposkenHi — 1400 r, 3pict — 40 cM, OKpyKHICTb
rosiiBkn — 30 cM. BigmivueHO 3aTpUMKY BHYTPIlll-
HbOYTPOOHOTO po3BUTKY. Ha mnepimomy pori sKut-
TS IBYMHKA CIIOCTepirajacs 3 MPUBOAY JAUCILIA311
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KYyJIBLIOBUX CyI/00iB Ta TizpoledalbHOTO CHH-
ApoMy.

Ha MomeHT orsisiy JiBYUMHKM BUSIBJIEHO TIOMIp-
Hi m1pOBI 1U3MOpP(DIi: 3ByKeHe NOHU3Y 00JMdds,
BUCTyINAlOYMil Hic, aedopmMoBaHi Bymika. Takox
BiZIMiYeHO TPOMOOIUTOIIEH IO, JIeHKOIIeH 0, 1iMpO-
TeHiI0 Ta aHeMilo; MeHIIle BUPaKeHY JIEWKOTIEHiIO,
a KiJbKicTh HelTpodimiB — y HopMi. B imyHOrpami
BCTAHOBJICHO MOMIpHE 3HUKEHHS aOCOMIOTHUX TI0-
Ka3HUKIB KJIITMHHOIO IMYHITeTy Ha TJIi 3arajbHOI
JgiMdortienii. Y KiCTKOBOMY MO3KY Ha TJIi HOpMaJib-
HOI KJITHHHOCTI BiJMi4eHO 30epesKeHHsT TPaHyJIo-
IIUTAPHOTO TAPOCTKA 13 3aTPUMKOIO JI03piBaHHA
I'PaHYJIOLUTIB, 3HAYHO PO3IIUPEHUN €PUTPOITHUN
[IapPOCTOK, MerakapioluTapHuil MapoCTOK 3 O3HAKa-
MU JIM3TI0€3Y Ta 3HMKEHOIO (DYHKITIEI0 TPOMOOITUTO-
yTBOPeHH:. /[iBUMHKA CIIOCTEPITAETHCS B €HIOKPH-
HOJIOTa 3 TIPUBOJLY BY3JIyBAaTOrO 300Y.

3a pesyabraTamu cekBenyBanns ekzomy (WES)
BUSIBJIEHO TOMO3UTOTHI BapianTu B reni ERCC6L2
(c.1963C>T (p.Arg655*) B 060X miTeil. Y xoi cro-
CTepeKeHHd 3a JITbMU MPOTATOM POKY BiJIMiueHO
MepioINYHY TOSIBY TIeTeXiil i CUHSYKIB y MicIdX
yaapis M’stua micsist rpu 'y ¢yTbos abo Bosieinbo1 Ha
TJ1i TPOMOOLIMTOIIEHI].

OO6roBopeHHst

HaBeneno aBa BUTMAKu HEWUTPOIEHii 3 Ha-
o1 KJIIHIYHOI TMPAaKTUKWA. Y TepHIoMy BUAIKY
HENTpoIeHisT Maja BHPaKeHI KJIHIYHI IIPOSBHU
3 10 micamniB, AKH y zarampnomy anamisi KpoBi
BI/INIOBiaJIa TSKKIN HeiTpoIeHii, mpore moTpibHo
6yJI0 KiJIbKa POKIB /I TEHETUYHOI'O I ATBEPIKEH-
ust nedekry. Bussinenuit nedexr y SRPS4 rewi,
yrepiie onucanuii y 2017 p., Ha CbOTO/IHI € OJIHIETO
3 HalyacTilUX MPUYUH BPOJXKEHUX HEHTPOIeHil,
30KpeMa, Il MATBEP/KEHO Y (PaHIy3bKOMY
peectpi HeiiTponeniit [2]. [Ipote 25% BpomKeHNX
HEUTPOTIEHIH 1 Ha ChOTO/IHI HE MAIOTh TEHETUIHOTO
nigTeepkennsa [2]. Tomy €Bponeiicbkum ToBa-
puctBoM 3 imynomedinuTie (ESID) pospobieno
KJIIHIYHI KpUTEPii, SKi AAI0Th 3MOT'Y JIIarHOCTYBaTU
Bpo/KeHy HeiTponenito [14]. Kainiuni xkpurepii
BKJIIOYalOTh HelTporeniio <0,5 r/n, ska BuU3Ha-
YAEThCST MIOHAWMEHIIE TIPU TPHOX OOCTEKEHHSX,
abo Heftrpornenito <1 r/J1, BUBHaYeHY IOHANMEHTITe
B TPHOX 00OCTEKEHHSIX 32 HASIBHOCTI IIOHANMEHIIIe
OJIHI€l 3 IUX O3HaK: TIMOOKa iH(hEKILis, ClIpUYNHE-
Ha OakTepisiMu i/ab0 rpubKaMu, peluarBHA ITHEB-
MOHisI, OyKasibHi i/a60 reHitaapHi adti abo BU-
pasku, oMmarit, mobiaHI 3aXBOPIOBAHHS B UJIEHIB
poautu. IIpu boMy 060B’SI3KOBO CJIi/T BUKTIOYHTH
BTOPUHHI MPUYNHU HEUTPOTIEHIT.
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Hpyruii BUajiox muToIeHii, y TOMy YUCJIi Hell-
TPOTIEHIT B XJIOITYMKA, BUSIBJIECHUN y NBIUHAT BU-
Ma/IKOBO, OCKIJIBKU B JiTell HE OYJIO JKOIHUX MPO-
aBIB, IOB'SI3aHUX 13 IuTOIeHI€0. JlelikomneHis,
aHeMist, HEHTPOIIEHisT Ta TPOMOOIUTOIEHIS BH-
sBJIeHi BunaakoBo npu obcreskerni. ERCC6L2-
BapiaHT yTepiie OMucanuii Kijibka pokiB Tomy [18].
Y xinacudikarii BITT 2019 poxy BiH BiiHOCUBCS /10
CHUHJIPOMIB HEJIOCTATHOCTI KICTKOBOTO MO3KY, a BiKe
B kiacudikarii BIIT 2022 poky — mo koMbiHOBa-
HUX IMYHOIE(DIINATIB i3 CUHIPOMATTBHUMU PUCAMH,
ki mepebiratoTh i3 mopyuentsM perapaiiii [THK
[12,17]. Ha cboromni ommcani Oijbiie mgecsaTka
BUTIA/IKIB Takoro fedeKTy B HAYKOBil JiTeparypi
[11,18,20]. OcobmuBicTh HaBeIEHOTO HAMU BUTIA/I-
Ky TOJISAITA€ B HOPMAJTbHIN KJTITUHHOCTI KICTKOBOTO
MO3KY Y IBIHAT, TOIi K B iHIITUX ONTMCAHUX BUTIA/I-
KaX CIIOCTepiraeThes TinoremosnsapHicTs [11,18].

Y 6isbIIOCTi OMUCAHUX BUIAJKIB AiTH HAPOIH-
Jsucst Bir 6imsbkocriopigrenux muiiobis [11,18,20].
Bik mouyatky cumntomiB cranoBuB Bij 7 10 19 po-
KiB, MO0 BKa3y€e Ha MOKJIUBICTb Mi3HbOI MaHi(e-
craiii nUTONeHi i HellTpomeHil. Y HaBeieHOMY
HaMU BUTA/IKY [IiTA HEe MaJIU MTOPYIIEHb PO3BUTKY,
Mikpotiedasii, K 3a3Hadajiocs B TEPIINX BUSB-
JIEHUX Mali€eHTiB i3 1ieto myrauieto [18,20]. ¥V nxi-
Tell 3 HAIIOTO MOCTI/IKEHHST TTPOCJIiIKOBYBAJINCS
HeBHi Au3Mopdiudi pucu o0JIMYYsT: BUCTYIA04e
migbopiaasa Ta aHoMasii ByX, ki OyjM onucaxi
i pamime [18]. B o6ox paBiliHAT mnigBUIIEHNI
piBenn IgE BusHauaBcs 6isbiiie B XJIOMIMKA, TIPOTE
B TIOTIEPEHIX MyOJiKalissXx He BKa3yBaJocs Ha
CXWJIBHICTD MiTEH 3 TaKUM BapiaHTOM [0 ajiep-
rii abo Ha HasiBHiCTbH migBHUIeHOro pisHs IgE.
Y XJIoIuMKa TaKOXK cIriocTepiraBcsl NepiofuyHuil
BIBHHT y JOIIKIIbHOMY Biti. B 060x miteil Bigmiva-
JIacst INCILIA3ist KyJAbITOBUX CYTI00iB HA TIEPIIOMY
POIIi KUATTSI.

Ortke, HaBeIeH] KITHIYHI BUTIQ/IKH T ATBEPKY -
I0Th BapiabesIbHICTh KJIIHIYHKX IPOSABIB 1 TSIXK-
KicTh Tepebiry Heitporenii. [lutonenis B xiTei,
y TOMY 4YHCJI HEUTpOINeHis, moTpedye MYyJIbTH-
JIMCIUTITIIHAPHOTO TiJXOMY /10 /1iarHO3y 3 BUKJIO-
YeHHSIM SK TeMaTOJIOrIYHOI IIaToJIoril, Tak 1 1Oo-
pyllleHb IMyHIiTeTy, TiepeayciMm aronurapHoi
JIAHKU. AHAJT3 Mi€IorpaMu 3aBK [1 HeOOX i TH U 115t
JndepeHItiiniol JIarTHOCTUKN 1 BUKJTIOUEHHST TeMa-
TOJIOTIYHUX 3aXBOPIOBAHD, ITPOTE BiH HE 3aBXK/IU JIA€
3MOTY BCTAaHOBUTU TOYHUM JiarHo3. Came reHeTny-
He JIOCJI/IKEHHS MiCJIsT BUKTIOYEHHS HaOYy THX TTPH-
YUH HEUTPOTIEHIT MOXKe IOMOMOTTH BepudiKyBaTu
TouHu aiarHo3. Ilig crocrepeskeHHSIM aBTOPiB
nepebyBa€e KijbKa AiTell 3 KJIIHIYHMM IiarHO30M
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KAIHIYHUIM BUTITAAOK

HeTporeHii, npote HaBiTh WES Ha 11boMy eTari
He /IaJI0 3MOT'Y BUBHAUUTH TeHeTUUHUH JleDeKT.
[3omboBani welTpormenii B miTell, a TaKOX
y MOEHAHHI 3 IHIIMMU ITUTOTIEHIIMU TTOTPeOYIOThH
ITIIBUIIEHOI yBaru, peTeJibHOTO CIIOCTEPEsKEHHST Ta
BUOOPY ONTHMAJIbHOI TAKTUKU BEAECHHS, OCKITBKI
MOXKYTh TPAaHC(POPMYBATUCS B MIEJOUCILIACTIY-
HUIT cCUHAPOM a0 TOCTPY JieiikeMito i moTpedyBaTi
TpaHCIUIaHTaIlii KicTKOBOTo MO3KYy [5,8,10].
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