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JiarHocTvika HerTponeHil rpyHTYETLCA Hacamnepe Ha pesynbratax OLHKK abCoMOTHOT KiflbkOCTi HEeMTPOdINiB y 3aransHOMY aHaniai KpoBi
Ta KNiHIYHIN KapTuHi. FeHeTuYHe NiATBEPAXKEHHNA AjarHO3y BPOAXEHOT HEUTPONEH i MOXe ByTV TPMBANNM i HE 3aBXAM YCMILLHUM.

MeTta — npoBecTM aHania KniHiYHOro nepebiry Ta naboparopHVX NPOABIB BDOOXEHVX HEMTPOMNEHIM y AiTen Ha npuknami ABOX KIHIYHMX
BMNaAKIB, OO NPUBEPHYTH yBary nikapis A0 MOXMBOCTEN AiarHOCTUKI AaHNX 3aXBOPIOBaHb.

HaBeaeHo kniHiYHI BUNaAaKW, ski NiaTBEPAXYI0Th BapiabenbHICTb KIiHIYHKX, 1ab0opaTopHVX MPOSIBIB | TAXKOCTI nepebiry HelTponeHin. B nep-
LIOMY BMMNAOKy BPOMXEHA HEMTPOMNEHIS NPOABAANACH ACKPABMMU KITIHIYHMMI O3HAKaMM, SKi Mav LMKNIYHMIA XapakTep, CynpOBOAXYBaNachb
rapsaykoto, aTo3HUM CTOMATUTOM, FiHTIBITOM. AGCOMIOTHA KiNbKICTb HEMTPOMINIB Y 3aranbHOMY aHanisi KOOBI BiANOBiAana Taxkii HernTponeHii,
npoTe NOTPIGHO OV Kifnbka POKIB A5 FEHETUYHOMO NIATBEPAXEHHA AedekTy. pyrnii BUNaaoK UMTONEHi, y TOMY Y1CAi HEMTPONEHIT B X10mM-
4yviKa, BUABNEHWNIA Yy OBINHAT BMNAOKOBO, OCKINbKM B AITEN HE OyN0 XOAHVX KNiHIYHX NPOSBIB, NOB'A3aHVIX i3 LMTONEHIED. He3Baxaloum Ha oqe-
BUAHICTb HEUTPONEHIi B 3aranbHOMYy aHanidi KpoBi 3 a60 6e3 KiHIHYHKX NPOSBIB, LWASX A0 NOBHOIO AiarHO3y He 3aBXay € NpocTUM. LintoneHisa
B ALITEN, Y TOMY YMCNI HENTPOMEHIS, NOTPEeOYE MyNLTUAUCUMNAIHAPHOIO NiAXOAy A0 AiarHO3y 3 BUKMIOYEHHAM K NPUYMH BTOPUHHIX HEUTPO-
NeHin, remaronoriYHoi Naronorii, Tak i NOPyWeHb iIMyHITETY, NnepenyciM daroumTapHoi naHkn. feHeTnyHe OOCNIMXEHHA MOXE OOMNOMOrTY Be-
pUdIKyBaTK TOYHUI OjarHO3 Y NaUJEHTIB i3 BPOAXEHUMM NOMUIKAMW IMYHITETY, NPOTE MEHETUYHI BapiaHTX 3HAYHOI HaCTKI BPOOXEHNX HEUTPO-
MeHiN i A0 CbOrOAHI 3anMLLAI0TLCS HEBIAOMUM. |301b0OBaHI HENTPONEHII B AiTEl, a Takox Y NOeAHaHHI 3 HWUMK LTONEHISMN NOTPEOYIOTb
PETENBHOMO CNOCTEPEXEHHSA Ta BUOOPY ONTUMAaNbHOI TaKTUKN BEAEHHA, OCKINIbKM MOXYTb Mati Cepo3Hi yCknaaHeHHs. Noaanswe cnocre-
PEXEHHs 3a naujeHTaMy 4acTb 3MOry PO3SLMPUTY 3HAHHS WOAO PO3BUTKY 3aXBOPIOBAHHA, OMHAMIKA CUMMTOMIB, BUHNKHEHHS YCKIaOoHEHb
Ta nonepeanTy ix pO3BUTOK.

JocniaxXeHHa BMKOHaHO BiANOBIAHO A0 NPUHLIMAIB [eNbCIHCLKOI Aeknapadii. Ha npoBeaeHHs AOCNIAXEHb OTPUMAHO IHPOPMOBaHY 3rody 6atb-
KiB OiTen.

ABTOPY 3a8BNSHOTb NP0 BIACYTHICTb KOHMIKTY IHTEPECIB.

Kniouosi cnoBa: fjtv, BpoaxeHa HentponeHris, SRP54 nediunt, ERCC6EL2 BapiaHT.

Congenital neutropenia in children: short and long way to diagnosis
O.R. Boyarchuk, O.M. Shulhai, L.1. 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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Bceryn

pojkeHi (TepBUHHI) HEWUTpOTEHii Ha-
Jie)KaTh 10 TIEPBUHHUX iMyHOMeDITUTIB
(Bpo/ukeHux nomuiiok imysitety (BIIT)
BIJIMTOBI/IHO IO Cy4acCHOI TEPMIHOJIOTI), TIPU SIKUX
MOPYIIYETHCST  /103PiBaHHsT  cTOBOYpoBUX — ab0
mienoigaux kiaitua [1,8,17]. Kainiunwii mepebir
3aJIeKUTh BiJl TeHeTUUHOTO JleeKTy Ta BiJ[ TSK-
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KOCTi HeHTporieHii i MoyKe KOJUBATHCS Bix cyo-
KJIIHIYHOTO /10 TSYKKOTO, KUTTEBO HEOE3[1eYHOTo,
i3 Bupa)keHUMH TposBaMK iHMeEKIiiHX abo
IHINUX yCKIaaaens [4,6,10].

3araJioM HeHTPOIleHil0 MOXKHa [iarHOCTYBaTH
3a 3araJbHUM aHaJIi30M KPoBi. BaxkImBuM € Bu3Ha-
yeHHs1 abCOIOTHOI KistbkocTi HeliTpodimis (AKH).
[Tokasnuxk AKH <1500 xmiTis y MKy [iTeii mic-
Ji TIEPIIOTO POKY KUTTS /Ia€ 3MOTY JIarHOCTYBa-
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Tabnuus
Bpop>xeHi aedexTu KinbkocTi Ha PyHKLIT parouunTiB, iKi CynpoBOAXKYIOTLCA HEUTPOMEHIEID 4
3axBoploBaHHs | FeHeTu4HU pedexT | Tun ycnagkyBaHHg
1. BpomxeHi HedtporneHii
Hediunt enacrasu (Tsxka BpOAXeHa HENTPONeHia 1) ELANE AL
CFH-pediumt CFI'1 ALl
HAX1-nediunt (xsopoba KoctmaHa) HAX 1 AP
G6PC3-gediunt G6PCS3 AP
VPS45-pediunt VPS45 AP
XBOpOOa HakonM4eHHs rikoreHy 1b Tuny G5PT1 AP
X-3uenneHa HemTponeHis,/Mienogucnnasis WAS X3 GOF
P14/LAMTPR2-pgediunt LAMTOR 2 AP
CuHapom Barth (3-metunmiotakoHikaumaypisa tin 1) TAZ X3
CuHapom KoxeHa VPS13B AP
Monkinogepmia 3 HerTponeHieto (cuHapom Clericuzio) USB1 AP
JAGN-1-pediunt JAGN 1 AP
3-MEeTUNMIOTaKOoHIK aumaypis CLPB AP
HediumT peuentopa -KCP CSF3R AP
SMARCD2-aediupt SMARCD?2 AP
Hediumt cneumndivHnX rpaHyn CEBPE AP
CwuHagpowm LLBaxmaHa-daimoHaa CBDS, DNAJC?21, EFL1 AP
HYOU1oediunt HYOU1 AP
SRP54-pediunt SRP54 AL
CXCR2-pediupt CXCR2 AP
2. [lebektn pyxmBocCTi
WDR1-gediumt WDR1 AP
HeltponeHia 3 KoMGIHOBaHUM iMyHOAEDILUMTOM Yeped aediunt MKL1 MKL1 AP
3. IHWwi Henim@oinHI AepekTn
GATA2-pediunt | GATA2 | Al

Tn Heirponeniio [12,14]. Buaingaiors Takox cry-
neHi TsokkocTi Heirponenii: 1500—-1000 kiriTuH
y M — Jerkuit; 1000500 kgiTuH y MKIT — ce-
penniit; < 500 KITHH Yy MK — TSDKKUN CTYTTHb
TSKKOCTI HEUTPOTIEeHii.

OcHoBHa (dyHKIg HeUTpodiniB — daromu-
TO3, TOMY HeWTporeHii Hasexatb 10 rpyrnu BIII
3 nopytierHsM darorutosy [17,19]. Ha cporoni
BiomMo 1oHas 20 reHeTHYHUX /1eeKTiB KiTbKOCTI
(hbaroruTis, SKi CyIpPOBOKYIOTHCS HEUTPOIIECHIEIO
(tabs.) [17]. Tlpore BHUKEHHS KiJIBKOCTI Heii-
TpoiTiB MOKe cIocTepiratucs i cepej iHIIMX
rpyn BIII: gedexrax iMmyHHOI peryJisiiii, 30KkpeMa,
pU HUBI CUHJPOMIB CiMelHOTO TeMOodarom-
TApHOTO JiM(OTICTIONNUTO3Y, Y TOMY YHCJi TUX,
mo mepebiratoTh i3 rimomirMeHTaIieo (CHHAPOM
Yemiaka—Xiramri, cuagpom Ipicyesnsni 2-to Tumy,
curzgpom lepmanchroro—Ilynanaka); nmedexrax
Bpopkeroro imyHitery (WHIM-cunnpom); kom-
6inoBanux imyHomedinurax (ERCC6L2-medinur,
GINS1-nedinur, rinonazis XpAIIiB 1 BoJoccs Ta
inmi) [13,15,16,19]. BIII MoxyTh cympoBOIKYyBa-
TUCS aBTOIMYHHMMU IUTOIEHISIMM, Y TOMY YHCJIi
xapakrepuumu st Husku BITI [15].

Cuaiy naM’aTaTi PO BaKJIUBICTh BUKJIIOYEHHS
BTOPUHHUX HEUTPOIEHIH, MpUYMHAMU IKUX € HU3-

Ka BipyciB, OakTepiii, meBHi MeauKaMeHTH, aedi-
IIUT HYTPIEHTIB, 3aXBOPIOBAHHS KPOBI 1 CIIOJIYYHOI
TKaHuH! [3].

Memoto poboTi 6yJ10 IPOBECTU aHAI3 KJiHIY-
HOTO TIepeliry Ta JabopaTOPHUX TIPOSIBIB BPOIKE-
HUX HEUTPOTIEHIN y 1iTell Ha TPUKJIA/Ii IBOX KJIIHIU-
HUX BUIAJKIB, 06 MPUBEPHYTH yBary JiKapiB [0
MOKJIMBOCTEH /IIarHOCTUKY IaHUX 3aXBOPIOBAHb

Hageneno jiBa KJIiHIUHI BUTIQJIKU HEATPOIIEHI,
o 3ymoBeni BIII ta manm pisamit mepebir y mi-
Teir. He3Baskatounm Ha OYEBU/IHICTH HEUTPOTIEHil
B 3araJibHOMY aHaJli3i KpoBi 3 a60 6e3 KJiHIYHUX
MPOABIB, NIJAX /10 MTOBHOTO J[iarHO3y HE 3aBXKAU
€ NpocTuM. leHeTHYHi BapiaHTU 3HAYHOI YACTKU
BPO/IKEHUX HEUTPOIIeHIl 1 10 CbOTO/HI 3ajuiiia-
OTHCSI HEBIJJOMUMMU.

HociaxenHss BUKOHAHO BiAMIOBIHO /10 TIPWH-
uuimiB lenbcincbkoi geknapanii. Ha nposexenns
JOCJIIZKEHb OTPUMAHO iH(OPMOBaHY 3roiy 6aTh-
KiB giTeil.

Kniniunuii gunadox 1

JliBumHKa BikoM 8 POKIB HalpaBjieHa HA KOH-
CYJIBTAILIIO JI0 IUTSYOr0 racTpOeHTeposIora 3 mpu-
BOJ/lYy XPOHIYHUX 3aKpelliB, PeluMBHOIO CTOMa-
tuty. Ilin yac posmuTyBaHHSI BCTAHOBJIEHO, IO
B MIBUMHKU KOXKHI 2—4 TIJKHI BUHHKAIOTH €IIi30-
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AKH nepep nikyBaHHAM s Hopma AKH —— AKH nig yac G-CSF nikyBaHHA

Puc. OnHamika AKH o ta nicns nikyBaHHS rpaHynouMTapHUM KOSIOHIECTU-
myno4num dpaktopom (G-CSF)

1 apTO3HOTO CTOMATUTY, SKi CYNPOBOKYIOTHCS
JINXOMaHKOIO, 301/IbIIEHHAM 1 OOJIIOUiCTIO HINITHUX
JiMGATUYHUX BY3JiB, TOCUJIEHHSM CUMITOMIB
TIHTIBITY, iHO/I 3 IPOSIBAMU AHTYJISIPHOTO XEWTITY.
TpuBasicts KOKHOTO emizony — 4—6 1i6. 3 Tpupiv-
HOTO BiKY JIiBUMHKA [IEPIOIUUHO TPOXOTUTH 0OCTE-
JKEHHS 1 JIIKyBaHHSI B XipypTiYHOMY BiJUIiJIEHH] 3
MPUBOJLY JIOJTIXOKOJIOHY.

3 aHaMHe3y JKUTTS Bi/IOMO, 1110 IiBUNHKA HAPO-
JIAJIAcs BiJI TIEPITOT IOHOIIIEHOT BariTHOCTI, YCKJIa-
HeHOl JMCHYHKINEID IIIaeHT, 0araToBOIIAM
JIETKOTO CTYyTIeHs, megonedputoM BaritHOI. Maca
Tisla pu Hapo;pKenHi — 3600 r, moBXKMHA Tina —
35 cwm. Ilicast napokenust crioctepiraBest FHIKHUIT
KOH'IOHKTHBIT. Y 6aTbKa — repreTHdHuil KepaTHT.

[Tepuri cummTomMu (IMXOMaHKa, CTOMATHT, TiH-
riBiT) y MiBunHKM 3'gBusmcs y Biti 10 micsamis mif
vyac mpopisyBaHHs mepmmx 3y6iB. Ha apyromy
POIIi JKUTTH, KPIM PeIuIUBHUX ITPOSABIB ypaskeHH
CIM30BUX O0OJIOHOK, TPUYi CIIOCTEPIrajucs ypa-
JKeHHS MKipy (IMIIeTUTO, MHOKUHHI (DYPYHKYIH).
Y zaragbHOMY aHaji3i KpOBi crocTepiramacs
anemig (remorsiobin — 103 r/11), TsKKa HEHTpo-
neniss (260 wiituH y MKI), MoHOIUTO3 (20%).
[HocnikeHHd KiCTKOBOTO MO3KY [JIajl0  3MOTY
BUKJIIOYNUTHU TeMaTOJIOTIYHI 3aXBOPIOBAHHS.

3 OrJsAy Ha KJIHIYHY KapTUHY, IUKJIIYHICTDH
KJIHIYHUX TIPOSIBiB, BUPAKEHY HEUTPOIIEHIO,
aHeMit0, KOMIIEHCATOPHUIT MOHOITMTO3 3alliI03pe-
HO IUKJIIYHY HeWTporneHioo. IIpore 3a pesymbra-
TaM¥W CeKBEHYBaHHsSI BCixX ek30HiB reHa ELANE
He BUSIBJIEHO NATOreHHUX BapianTiB. HactynHum
eTaroM TpoBejieHo cekBenyBaHHs ek3omy (WES),
CIIOYATKY TAKOXK He BUSBJIEHO 3HAUYIIIUX BaPiaHTIB.
Jlutiie mpr TOBTOPHOMY TT€peTJIsi/Ii yepe3 Pik BijiMi-
yeHo renernunuii gedext y SRP54 reni. /lerasb-
HUIl BMKJIAJ KJIIHIYHOTO 11epebiry Ta pesyJsibraTi
TeHETHYHOTO OOCTEKEHHST [bOTO BUIIAJKY OITUCAHO
B HelaBHiN myOsrikartii [9].

OTKe, He3BaAKAIOYM Ha OYEBUIHUN KJIHIYHUN
JliarHO3 HEUTPOTIEHIT, BU3HAUYEHHSI TEHETUYHOTO Jie-
(bexty 3atinsio maitke 3 poxu. [Ipusnauenns rpa-
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HYJIOIIUTAPHOTO KOJIOHIECTUMYJIIOIOUOTO (haKTOpa
(G-CSF) mano mo3utuBHUM edeKT Ha KIiHIYHIH
nepebir XxBopoOu Ta piBeHb HeHTpodiniB (puc.).

Kaniniunuii 6unadox 2

Xgommuunk BikoM 13 pPOKiB MPOXOUB cTalioHap-
He JIIKyBaHHS B XipypriyHOMY Bi/iJliJIeHHI 3 TpU-
BOJy TeMaTOMU HUPKHU Ta IepejoMiB pebep Imic/s
TTa/IiHHS 3 BEJIOCUTIE/IA.

3 aHaMHe3y BCTAHOBJIEHO, 10 XJIOMYUK Hapo-
JIMBCS 3 JIBIiTHI, Bij 11epInoi BariTHOCTI, sgKa 1epebi-
raja Ha TJii MaJIOBOJI/IS, Iepe[4acCHOrO JI03PiBaHHI
wrarienTy. Im06 Hecnopiaaernii. XJI0MYrK Hapo-
JIUBCS HEIOHOIIEHUM Y TepMiHi 34 THKHI MIISTXOM
KecapeBOTO PO3TUHY, Maca Tijia TpW HapO/KeHH] —
2100 1, moBxkuHa Tina — 44 cm. Ha nepriomy portti
JKUTTS CIIOCTepiraBcsl 3 MPUBOJY AUCILIA31T KYJIb-
IIOBUX CYTJIO6IB, y JOIIKIJIBHOMY Billi — 3 IIpH-
BOJly PELUIUBHOTO BipyC-iHAYKOBAHOI'O Bi3WHTY.
¥ 12-piunomy Billi TpoOTIEpOBAHNI ABIUi — 3 TIPH-
BOJly TOCTPOTO aINEHAUIUTY Ta TEPEeKPyTy S€u-
Ka. 3HAYYIUX 3MiH y 3araJbHOMY aHaJli3i KpPOBi
no 12 pokiB He O6yso, KpiM Jierkoi aHemii
(remormnobin — 107 r/i).

ITi 9ac 06’€KTUBHOTO 0OCTEKEHHST He BUSIBIEHO
MTOPYIIIEHb Y COMAaTUYHOMY CTaHi IUTUHU. Bifgmive-
HO TIJIBKYM TIO3UTUBHUI cuMmniToM [lacTepHaribkoro
3a PaxyHOK TpaBMU HUpKH. BcTanoBieHo Jeiiko-
neniio (2,72x109/x), wmeitrponeniio (0,7x109/i)
i tpomboruronenito  (74x109/x). Iloganbiie
00CTeKEHHST CIPSIMOBAHO HA BU3HAYEHHS TTPUYH-
HU IUTOIICHI].

3a pe3yJbTaTaMy JOCTI/KEHHS KiCTKOBOTO
MO3KYy TIOKa3aHO 3HAYHE PO3MUPEHHS €PUTPOHY
6e3 MopyIIIeHHsT BU3PiBaHHS, 3BYKEHHSI Mi€JIOITHO-
IO TTAPOCTKA 32 PAXYHOK 3HUKEHOTO BMICTY 3PiJInX
HeUTpodiIiB Ha TJIi HOPMAIBHOI KIITUHHOCTI MO3-
Ky. Bizmiueno momipauii qusmiesnos (36isiblieHHs
PO3MipiB, TIMOTPaHYJIAIIA, ACUHXPOHIs BU3PiBaH-
Hs). BmicT magMaTUIHUX KJATUH 1 MOHOITUTIB
HiIBUIIIEHUI.

3a TaHMHU JIOCTTiKEHHST cyOnomnyisiii imMdo-
IUTIB Ta PiBHS iMyHOIJIOOYJIiHIB BUSIBJICHO 3HM-
seHHs abcosmorHoro snadeHds CD3 (0,809x109/n
pu Hopmi 1,4-2,0x109/m) Ta CD19 (0,183%109/n
mpu Hopmi 0,3—0,5x109/s1) Ta migBUIEHHS PiBHS
IgE o 798 MO /mu1.

bepyun mo yBarm, mo B XJIOTYMKA € ceCTpa
3 JIBiliHl, & TAKOK TT1I03PIOIOYH BPOJIPKEHY MATOJIO-
rifo, 06CTesKEHO 1 MiBUMHKY. Maca AiBYMHKY TIPU
HapospkerHi — 1400 r, 3pict — 40 cM, OKpYKHICTb
roniBku — 30 cM. BigmiueHo 3aTpuMKy BHYTPIli-
HBOYTPOOHOTO pO3BUTKY. Ha meprmomy porti KuT-
TS JIBYMHKA CIIOCTepiranacs 3 MPUBOJY JUCILIA311
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KYJIBIIOBUX CYTJI00IB Ta Tifporteda IbHOTO CHH-
ApOMy.

Ha mMoMeHT orJisity iBYMHKN BUSIBJIEHO ITOMIp-
Hi Jm1poBi Au3Mopdii: 3BysKeHe JOHU3Y 00JIMYds,
BUCTYTAlOUMi Hic, aedopmoBani Bymika. Takox
BiziMiueHO TPOMOOLUTOIIEHIIO, JIEHKOIIEHII0, JTiM(pO-
MIEHII0 Ta aHeMilo; MeHIlle BUPaKeHY JIEUKOTIEeHIt0,
a KiJbKicTh HeUTpoimiB — y HOpMi. B iMmyHOrpami
BCTAHOBJIEHO TTOMipHEe 3HIKEHHS aOCOMOTHUX TI0-
Ka3HUKIB KJITUHHOTO IMYHITETy Ha TJi 3arajbHOl
gimdorenii. Y KicTKOBOMY MO3KY Ha TJIi HOpMaJib-
HOI KJITHHHOCTI BiZiMideHO 30epesKeHHsI IPaHyJIo-
IIUTAPHOTO TAPOCTKA i3 3aTPUMKOIO I03PiBaHHS
TPaHYJIOINTIB, 3HAYHO PO3IMUPEHUN €PUTPOITHUN
[IaPOCTOK, MerakapioluTapHuii IapoCTOK 3 O3HAKA-
MU JIU3TI0€3Y Ta 3HIKEHOIO (DYHKITE TPOMOOTIUTO-
YTBOPEHH:I. J{iBUMHKA CIIOCTEPIra€ThCsl B €HJAOKPU-
HOJIOTA 3 IPUBO/LY BY3JIyBaTOTO 300Y.

3a pesysbraTaMu cekBeHyBaHH4 ek3omy (WES)
BUsIBJIEHO ToMO3uroTHi BapianTu B reni ERCC6L.2
(c.1963C>T (p.Arg655*) B 060X miteii. ¥ xo/i cro-
CTepesKeHHs 3a ITbMU MPOTATOM POKY BifIMideHO
MepioAINYHY MOSIBY TeTeXiil i CUHSYKIB y MicIsX
yaapis M’stua miciist tpu y dyT60s1 a60 Bosteiibou1 Ha
TJ1i TPOMOOTIMTOTIEHIT.

Oo6roBopeHHst

HaBeneno nBa BUMAJKU HEWUTpoIeHii 3 Ha-
ol KJIIHIYHOI MPaKTUKUA. Y [epuIoMy BUIAJKY
HEUTPOIIeHisl Majla BUPAKEHI KJIHIYHI TPOsIBU
3 10 micamni, AKH y 3arasbHomy anasmizi KpoBi
BIJIIIOBI/IajIa TSOKKIN HeiiTporieHii, mpore moTpi6bHO
6yJI0 KiJIbKa POKIB JIJISi TEHETHYHOTO T ITBEPIKEH-
Hs npedekry. Bussaenuit gedexr y SRP54 rewi,
ynepire orcanuii y 2017 p., Ha CbOTOIHI € OHIEI0
3 HaluyacTimux MPUYUH BPOJKEHUX HEUTPOIeHi,
30KpeMa, I TMATBEP/KEHO Yy (PaHIly3bKOMY
peectpi HeiTporieniii [2]. [Tpore 25% BposkeHnx
HeUTpOoTeHiH 1 Ha ChOTO/[HI He MAIOTh T€HETUYHOTO
nigTBepkenHsa [2]. Tomy €Bponeiicbkum ToBa-
puctBoMm 3 imyHozmedimutie (ESID) pospobieno
KJIIHIYHI KpUTEPIi, SIKi Iaf0Th 3MOTY /1iarHOCTYBaTH
BpojpKkeHy HeuTporeHito [14]. Kuiniuni kpurtepii
BKJIIOYAlOTh HelTporeHito <0,5 r//, ska BuU3HAa-
YAETHCS IIOHANMEHIIE TTPU TPHOX OOCTEKEHHSIX,
a6o Heiirponeniio <1 1//1, BUBHaYeHY IIIOHAMEHIIIe
B TPbOX OOCTEKEHHSIX 32 HASIBHOCTI IIOHAIMEHTITE
OJTHI€1 3 X 03HAK: TIOOKA iH(hEKIIis, CTIPUYNHE-
Ha Oaxrepisimu i/ab0 rpubKaMu, pernjanBHA THEB-
MOHis1, OykaybHi i/a00 reHitanbHi apT abo BH-
pasku, oMmdaurit, mobiHI 3aXBOPIOBAaHHS B YJIEHIB
poaunu. IIpu boMy 060B’I3KOBO CJIiJl BUKTIOYUTH
BTOPUHHI IPUYUHU HEHUTPOTIEHI .
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JIpyruii BUma 1ok HuTOIeHii, y ToMy YUCJIi Heii-
TPOTIEHIT B XJIONTYMKA, BUSBJIEHUN y JBIHHAT BU-
[a[KOBO, OCKIJIbKM B JiTell He OYJI0 KOAHUX IIPO-
SBIB, TOB'g3aHUX 13 IuTONeHi€0. JlelKomnenis,
aHeMist, HeHTpOIeHis Ta TPOMOOIUTOIEHIS BH-
aBjeni Bunagkoso npu obcrexxenni. ERCC6L2-
BapiaHT y1epiie ONUCaHnH Kijibka PokiB Tomy [18].
Y wiacudikarii BITT 2019 poxky BiH BijiHOCUBCS /10
CUHJIPOMIB HEZIOCTAaTHOCTI KiICTKOBOTO MO3KY, a BiKe
B kiaacudikamii BIIT 2022 poky — 1m0 kombGiHOBa-
HUX IMyHO/Ie(DITTUTIB i3 CHHAPOMATBHIMH PHUCAMU,
siki TepebiraroTh i3 mopymennasm penapartii JTHK
[12,17]. Ha coorozni omwmcani Oisbie gecsTka
BUMAJKIB Takoro sieheKTy B HAYKOBIN JiTEPATypi
[11,18,20]. OcobauBicTh HaBeEHOTO HAMU BUTIA/-
Ky TIOJISITA€ B HOPMAJTbHIN KJIITHHHOCTI KiCTKOBOTO
MO3KY Y IBIHSAT, TO/Ii SIK B IHIIIUX OIIMCAHNUX BUTIA/I-
Kax crocTepiraerbes rinonestoasapHicts [11,18].

Y 6ibIIOCTI ONUCAHUX BUIAAKIB JiTH HAPOIU-
Jcst Bij 6imsbkoctiopiaaenux muio6is [11,18,20].
Bik moyaTky cumnTomiB cTaHOBUB Biz 7 110 19 po-
KiB, 110 BKa3y€ HA MOKJIWBICTH Mi3HBOI MaHide-
crailii MUTONeHIN i HelTpoleHi. Y HaBeJIeHOMY
HaMU BUTQJIKY JIiTU HE MaJIA TIOPYIIIEHb PO3BUTKY,
Mikpouedasii, sk 3a3Hadajocs B IEPHINX BHUSIB-
JIEHWX TaIli€edTiB i3 1ieo myTatieo [18,20]. Y ni-
Teil 3 HAIIOro JMOCJi/IKEeHHSI MTPOCJIi/IKOBYBAJINUCS
neBHi Au3MOpdivHi prucu 00JIUYUS: BUCTyHAIOYE
nigbopiaas Ta aHomasii ByX, ski Oysiu onmcani
i pamime [18]. B o060x ABIfHAT migBUIICHNUI
piBetib IgE BusHauyaBcst GiJiblie B XJIOMYKKA, IPOTE
B IIOIepeHix myOJiKalisgsX He BKa3yBaJocs Ha
CXWJIBHICTH JiTEW 3 TaKWUM BapiaHTOM JIO0 ajep-
riii abo Ha HagBHICTH migBUIeHOTO piBHsA IgE.
Y xJlomuMKa TaKoX CIIOCTEpiraBcs MepiojudHui
BI3WHT Yy JIONIKIJIbHOMY Billi. B 060x miteii Biamivya-
JIACST IUCTIIIA31s KYJIBITIOBUX CYTJIO0IB HA TIEPIIOMY
POILi SKUTTSL.

Ortke, HaBeleH] KITIHIYHI BUTTQJIKU T ITBEP/IKY -
I0Th BapiabebHICTh KIIHIYHUX TPOSIBIB 1 TSIK-
KicTh miepebiry Heitrpornenii. [{utorneniss B miteid,
y TOMY 4YHCJi HEHTPOIeHis, MmoTpedye MyJIbTH-
JUCITUTLITIHAPHOTO TiIXO/y J0 /1iaTHO3Y 3 BUKJIIO-
YeHHSIM $K T'eMaTOJIOrivyHOol I1aToJiorii, Tak i Io-
pyIieHb  IMyHITETY, TepeayciM (haronuTapHol
JIAHKK. AHAJTI3 Mi€JIOrPaM ¥ 3aBoK 11 HEOOX1IH Wi /1715t
MepeHItiitHol iarHOCTUKY 1 BUKJIIOUEHHST reMa-
TOJIOTIYHUX 3aXBOPIOBAHb, IIPOTE BiH He 3aBXK/I1 /Ia€
3MOT'Yy BCTAHOBUTH TOYHU fiarHo3. Came reneTny-
He JIOCJT[UKEHHS T¢I BUKTIOYeHHST HAOY TUX [TPH-
YUH HEUTPOTIEHIT MOJKe JIONTOMOTTH BepudiKyBaTh
TouHnil miarao3. Ilix cmocTepeskeHHSM aBTOPIB
nepebyBa€ KijJibKa JiTell 3 KIIHIYHUM JiarHO30M
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KAIHIYHM BUTTAAOK

HeliTporieHii, mpote HaBiTh WES Ha 11p0My eTami
He J1aJI0 3MOTY BUBHAYMTH TeHETUYHUH /1eeKT.
[3oboBani welTporneHii B AiTel, a TaKOX
y MOEIHAHHI 3 IHIIMMHU I[UTOIEHIIMU TOTPeOYIOTh
MiIBUIIIEHOI YBaTru, PETEJbHOTO CITIOCTEPEKEHHS Ta
BUOOPY ONTUMATBHOI TAKTHKHU BEIEHHS, OCKITBKI
MOKYTb TPaHC(HOPMYBATHUCS B Mi€TOANCIIIACTAY-
HUI CHPOM 200 roCTpy JieliKeMito i ToTpedyBaTn
TpaHCIIaHTallii KicTKOBOTO MO3KY [5,8,10].

BucuoBku

HaBeneni Bumagxku HeUTpomeHii B miTel 10-
[IOBHIOIOTh BIZIOMi JaHI HOBUMM KJIHIYHUMU 03-
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