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CuHapom FINCA (fibrosis, neurodegeneration, cerebral angiomatosis) — HoBe reHeTuyHe noniopraHHe 3axBOpPIOBaHHS, CPUYMHEHE MyTa-
uieto B NHLRC?2 (NHL repeat-containing protein 2). 3axBoploBaHHs MaHipecTye B paHHbOMY BiLlj IHTEPCTULLIANbHM YPaXEHHSIM NereHb, Hel-
pOAEereHepaTMBHIMI PO3NaaamMm, reMOMITUYHOIO aHEMIEID, raCTPOIHTECTUHAIBHVMI MOPYLEHHAMM, AUMCOYHKLIEID NEHIHKA Ta IHWNMK MySb-
TropraHH1mu amiHamu. CrHapom yneplue onncarHo y 2018 p. y 3 aitein, aki nomepnn Ao ABOPIMHOMO Biky. JJOCNIAXEHHS OCTaHHIX POKIB 3HA4YHO
PO3LWMPUAN CAEKTP KAiHIYHUX CUMATOMIB Npu cuHapoMi FINCA, a Takox nokasanu Bennky BapiabenbHiCTb TAXKOCTi nepebiry CUHAPOMIB, OCO-
O1MBO ypaxXeHHs OpraHiB AMxanbHOI CUCTeMU. BpaxoBytoum HEBPONOTiYHI Npo6aemu y BCix onucaHnx nauieHTis, NHLRC2 oouinbHO BKIIOYATH
N0 NaHenen cekBeHyBaHHA HEBPOSOMYHYIX 3aXBOPIOBAHb (HEMPOAEreHepaTnBHIX, NOPYLLIEHHA PO3BUTKY, eninenTnyHoi). PeupnamsHi iHdek-
Uji AXanbHUX WNAXIB Ta enid0AnYHUA AlaperiHnii CMHOPOM, a Takox rinorammarnodyniHemis B 6inbLIOCTI NaLieHTiB NOTPebye BUBYEHHS PO
NHLRCZ2 6inka y GyHKUIOHYBAHHI IMYHHOI CUCTEMU.

ABTOP 3asBsie NPo BIACYTHICTb KOHDANIKTY IHTEPECIB.
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Ha aiapes.
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FINCA syndrome (fibrosis, neurodegeneration, cerebral angiomatosis) is a new genetic multiorgan disease caused by a mutation in NHLRC?2
(NHL repeat-containing protein 2). Disease manifests at an early age by interstitial lung disease, neurodegenerative disorders, hemolytic
anemia, gastrointestinal disorders, liver dysfunction and other multiorgan changes. The syndrome was first described in 2018 in three children
who died before the age of two. Studies in recent years have significantly expanded the range of clinical symptoms of FINCA syndrome, and
also showed great variability in the severity of the symptomes, especially respiratory lesions. Taking into account the neurological problems in all
described patients, NHLRC?2 should be included in the sequencing panels of neurological diseases (neurodegenerative, neurodevelopmental
disorders, epilepsy). Recurrent respiratory infections and episodic diarrhea, as well as hypogammaglobulinemia in most patients require study
of the role of NHLRC?2 protein in the functioning of the immune system.
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ungpom FINCA (fibrosis, neurodegene-
ration, cerebral angiomatosis) — HoBe
reHeTHYHe MOJIiOpraHHe 3aXBOPIOBAHHS,
cupuunnene mytariieio B NHLRC2 (NHL repeat-
containing protein 2). 3axBopioBaHHs MaHiecTye
B PAaHHbOMY Billi IHTEPCTUIIAJbHUM yPAKEHHSIM
JieTeHb,  HeWpo/ieTeHepAaTUBHUMU  PO3JIaJlaMH,
reMOJIITUYHOI aHEMI€, TACTPOIHTeCTUHATBHUMHA
MOPYIIEHHAMHU, TUCHYHKITIEIO TETIHKY Ta IHITUMHA
MyJbTHOpranHuMu 3minamu [6,11,18].
Cunznpom FINCA Brniepiie onucanuii y 2018 p.
y TpboX (hiHCHKUX miTel i3 aBox cimeit [18]. [lo-
CTTHUKY [TaJii Ha3BY CUHIPOMY 3 YpaxyBaHHIM
IPOBIIHUX KJIIHIYHUX O3HAK, 1[0 BU3HAYaJM IIe-
pebir i Hacaiaku xBopobu. Ha choromaHi € 6Ju3bKo
10 my6umikaniii y PubMed, npucBstuenux cuspo-
My FINCA, B axux ommcani 13 BumaakisB 3aXBopio-
BaHH{ y CBITi, OIH 3 KX — B YKpaini [1,6,16,18].
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NHLRC2 ren posramoBanuii y 10-ii xpomo-
comi i xkozye ciabo BuByennit NHLRC2 6inok, 1110
MicTuTh N-KiHIIEBUI TIOPEIOKCUHITOMIOHMI IOMEH
pa3oM i3 MricTbMa MOBTOPaMU aMiHOKUCJIOTHOIL TT0-
cairoHocti NHL (HasBaHUMM Ha 4eCTb TPhOX OPU-
rinanpaux renis NCL1, HT2A i LIN-41) [2,14].
Bimoxk NHLRC2 ekcripecyerbest B 6araTbox opra-
HaXx 1 KJIITUHAX, Y TOMY YHCJI B IUITHKaX MO3KY JItO-
mnn. Voro dyrkiii 1o chorozsi gocimkeni cmabo.
Bin Gepe yyacth y KJIITMHHINA opraHizaiii Ta Bii-
TIOBI/Ia€ 3a PETYJAIII0 TPAHCIIOPTYBAHHS BE3UKY.JT
Ta auHaMiku 1Tockesieta [15]. leski mocotigam-
Ku ripuityckatoTh, 1o NHLRC2 Bigirpae BaxxamBy
POJIb y PeryJiioBaHHi anorTo3y, iHAYKOBAaHOTO aK-
TuBHUMHU popmamu KucHIO [ 14]. MyTanii NHLRC2
reHa MOXYTb BUKJIWKATU HEKOHTPOJIbOBAHUN (i-
6po3 TKanuH 1 audepenmiaiio (Gibpodaactis 10
miodibpobiractis [15]. uchyHKITis Be3UKyIsIpHO-
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IO TPAHCIIOPTYBaHHS € NPUYMHOIO CXUJIBHOCTI /10
Heiipoaerenepartii mpu xBopobi FINCA [10].

Panie He Oy/in BcTaHOBJIEH] acomialiii MyTariii
B NHLRC2 3 Oyab-IKUMU iHIIUMK 3aXBOPIOBAH-
Hamu Jiiogunu [18].

[Teprmi my6urikartii mpo cuuapom FINCA ormucy-
BaJIV 3aXBOPIOBAHHS SIK YKPail TSKKeE, 3 (hiOPO3HUM
VPaKEeHHAM JiereHb 1 JieTaJbHUMU HaCJiIKaMu,
OCKIJIbKU BCi TPOE ONMCAHUX JiTel i3 JBOX ciMeil
MOMepJIn /10 2-PIYHOTO BiKY Bifl TPOTPecyiouol
IuxasbHOI HepocTaTHOCT [18]. Ymeprie ommcani
mitu i3 cunzgpom FINCA Oyau xsomymkamu, Ha-
POJIKEHUMU Bijl HeCHopigHeHuX HumodiB. 3axBo-
pIOBaHHSA MaHidecTyBajio y 2-MicIuHOMY Billi
3 HEBPOJIOTIUHUX TTPOSBIB, TOPYIIIEHHS Xap4yyBaH-
H$1, TeMOJIITUYHOI aHeMil, peciipatopHux mpobJem,
SIKI MaJI TIPOTPECYIOUMil TIepeldir i He HarayBasm
JKOJTHOTO paHiliie BiJIOMOTO 3aXBOpIOBaHHA. Kpim
TOTO, cIlOcTepirajacd TpPaH3UTOPHA IIeYiHKOBa
nucyHKIlF, 3aTPUMKa pocTy i po3BuTKy. B o-
Hi€i qurnH 0yB 3HmKenuii imynornoOyin (Ig) G,
B 11101 — 36i/bIreHuit Tumyc. /lani KoM otepHOi
Tomorpadii mokazanu iHTepCTUIliaJbHe 3aXBOPIO-
BaHHA JiereHb, aTejeKkTas3u. [icTosoriuHe mocIi-
JUKEHHS THATBEPANIO iHTepCcTUIianbHuil hibpos
i pamime He ommMcaHi rpaHyJIbOMOIIOAIOHI ypa-
KeHHs. 3 OOKY HEPBOBOI CUCTEMU BUSIBJIEH] Tiepe-
OpasbHUI aHTIOMATO3, BaKyoOJsApHA JAereHepaiiis,
BTpaTa Mi€JIiHy B Ol PeYOBUHI Ta HEUPOHHA Jie-
renepaiis. [ledinkoBi posJsiaam MpOSIBIISIINCS Tera-
TOMETAJI€I0, CTeATO30M 1 HAKOIIMYEHHSIM KOJIareHy.
CexBenyBannsa exk3zomy (WES) Bugsuio 3wmima-
nuii rereposurorauii Bapiant y NHLRC2 [18].

UYerseptuit Bunagok cuagpomy FINCA B nu-
TUHU 3 YKpaiHU ONWCAHWU HaMU PA30M i3 Hay-
KOBISIMM 3 TeHeTH4HOI Jsaboparopii €1bCbKOro
yuiBepcutetry (CIIA), y gkiit nposoanmu WES
[6]. Xiomumk HApOAMBCS JOHONIEHUM i3 Macoio
tizta 3050 r. IIpore B:Ke Bif HapOKEHHST B AUTH-
HU CIIOCTEpirajiocs iHTepCTUIliajibHe 3alaJleHH
JIereHb 13 BUPaKEHOIO IUXaJIbHOIO HEJIOCTaTHICTIO,
reMOJIITUYHA aHeMid, 3 TTPUBOJLY YOTO BiH 70 6-Mi-
CAYHOTO BiKYy TpHui mepeGyBaB Ha CTal[ilOHAPHOMY
JIIKyBaHHI B MeJIMYHUX 3aKJaJlax Pi3HOro PiBHA.
3 6-MicAYHOTO BiKy MOYaJM HapOCTaTH HEBPOJIO-
rivHi mpobJeMu: M's130Ba TIIOTOHIS, 3aTPUMKA TICH-
XOMOTOPHOTO PO3BUTKY, ICJSI POKY IPUEHABCS
CYZIOMHMI CUHJIPOM. 3 8 MICAIIB CIIOCTEPITAINCS
racTPOEHTEPOJIOTIYHI TOPYIIEHHS Y BUTJISA/II Peln-
JIMBHOTO TACTPOEHTEPUTY, CHHIPOMY Maibabcop-
Ouii. ¥ XJI0NuUMKa TakoK BigMmiuajacs BUpasKeHa
nedopmariist TpyHOI KJIiTKK, OiTKOBO-€HepreTHy-
Ha HeJOCTATHICTD, PEIUANBHI iH(EKIIil HUKHIX 11-
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XaJIBHUX MJISXIB Ta MIJTYHKOBO-KUIITKOBOTO TPAKTY,
nedinur 1gG. Hesakaioun Ha MO3UTUBHI 3MiHU
3 GOKy JiereHb Ha KOMIT I0TepHii Tomorpadii, yTpu-
MyBaJsocs TaxinHoe. ¥ Bini 1 pik 9 micanis xson-
YUKa MMPOOTIePyBaJIN 3 PUBOLY AedopMallii Tpy/i-
HOI KJIITKM, OJHOYACHO IIPOBEJHU OIOIICiIO JiereHb,
Ha SIKifl miaTBepAuIn JOKaIbHuil (hibpos. Y mic-
JIOTIepaIlifHOMY TIepiojli MpUEAHANACS PecIipa-
TOpHa iH(MEKIList, 3 TPUBO/LY YOTO XJIOMYKUK OJIU3BKO
MICSIIS JIIKYBaBCSI CTAIliOHAPHO, MPOTE B TOJAJb-
oMy 1mo4aB 06pe HaGUpaTH Bary, 3MeHIINJIacs
YaCcTOTA 1 TSAKKICTH eMi30/[iB PecipaTOpHUX 3aXBO-
PIOBaHb Ta PO3JAAIB i3 OOKY IILIYHKOBO-KUIIKOBO-
ro TPaKTy, He3HAuHi MO3WTHUBHI 3pyIIeHHsT Oysiu
i B mcuxoMoTOopHOMY pO3BUTKY. IIpoTte TocTpe pe-
criipatopHe 3axBoptoBaHHs B JioTomy 2020 poky
(ae moxkna Bukaiountu COVID-19, miarBepanTtu
KU Ha TOH 4ac He GyJI0 3MOI'M) MaJio IIPOrpecy-
10U Wit TIepebir i MPU3BeJIo 10 CMEPTi IUTHHY BIKOM
2 POKH S MiCHIIiB.

3arajoM BJIACHU JIOCBi/l MiJATBEPUB CYy/IsKEH-
Hs TIOTIEPEAHIX AOCHIAHUKIB 1010 (aTajbHOCTI
cungpomy FINCA Big mporpecyrouoi auxajibHOI
HEIOCTAaTHOCTI, He3Ba)KalouM Ha Te, 1110 B HAC 3'sIBU-
Jlacs Halisl Ha XKUTTS IUTUHH, BPAXOBYIOUH 3aTalb-
He IOJIIIIIeHHS CTaHy y 2-piYHOMY BiIli.

Y 2021 p. ony6uikoBara poboTa HiMEIIbKUX Ha-
VKOBIIIB, sIKi gocipkyBaau HasgHicTh NHLRC2
MyTallii B JiTell 3 6a3u JaHUX PEECTPY MAIli€HTIB
3 IHTEpPCTUIIAIBHOI0 XBOPOOOIO JiereHb Y PaHHbO-
My JUATSYOMY Billi Ta JOJATKOBUMH HEBPOJOTIU-
HuMu o3Hakamu [16]. 3arajsom BuSABJIEHI LICTb
HAIEHTIB i3 TPhOX ciMell 3 OiaseIbHUMU BapiaHTa-
mu B NHLRC2. /[Bo€ 3 1iux jiTelt momepaun y Billi
JI0 JIBOX POKIB (OJIMH XJIOMYUK i OJfHA JIBYMHKA),
a 4eTBepo IHMMX OyJU KUBUMH Ha MOMEHT JI0-
CJIIJIPKeHHS, iXHiM BIK CTaHOBUB BiZl 4 10 14 pokiB
(ouH XJIOMMYUK 1 TPOE AIBYATOK). [HTEpcTUttiaib-
Ha XBopoba JiereHb OyJsia BUpakeHa Maiixe y BCiX
HAliE€HTIB Yy paHHbOMY Billi Ta crabijisyBaiacs
MPOTATOM 3aXBOPIOBAHHS, MPU I[bOMY 3aTPUMKA
HEPBOBO-TICUXIYHOTO PO3BUTKY Majia HaibiibIn
BUpPAKEHUN KJiHIYHUN pesyabraT. OKpiM IIhOTO,
B JIiTell TaKOXK BifMidancs emi30/au iapei, IpoTe
JIAIle Y JIBOX TIAI[IEHTIB CIIOCTEpiraiacs aHemisd.
Y 3 i3 4 gireii piBenb IgG OyB 3HmKeHuMm. IIpak-
TUYHO BCI JIITU MaJIn TPYAHOIII IPU TO/lyBaHH1, He-
JIOCTATHIO Bary Ta MopyiieHns 3opy [16].

[Tokazano, mo cungpom FINCA moke matu
KJIIHIYHI TTPOSIBU PI3HOTO CTYIIEHS TSKKOCTI 1, 1110
HaWTOJIOBHilIe, 3aXBOPIOBAHHS He 3aBxK/u € (a-
TaJIbHUM, SIK BBaXKaJoOCd paHilie, i JITH MaiOTh
MIAHCH HA BUKUBAHHS.
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Tabruys
KniHiuHi 03Hakm XxuBux i nomepnunx nauieHTiB i3 cuHapomom FINCA, onucati B nitepatypHux axepenax
MauieHTn iz cungpomom FINCA
CymnTomy nomepni (n=6) *MBi (n=7) yci (n=13)

Cratb: 4/ 5/1 1/6 6/7

PIHCbKE (3), Ggﬁfr%;g&g )ﬁ , K ai'HCtigC?lier(ge)y bke (3),
MoxomxeHHs yKPpae”:LEEéig ) NopOaHcbke 22; n(y)ﬂECbKe (3)? ?I)Op%,all——iLCbKe(‘ ()2),

nonbcbke (3) Genbriviceke (1)
MyTauji: roMO31roTHa,/reTepo3nroTHIAN
il /retep 0/5 4/3 4/8
[To4aTok XBOPOOU, MICSILL 0-7 0-12 0-12
“Yac 0CTaHHLOro CNOCTEPEXEHHS, POKU 1-2,5(13-29 4-14 1-14
' MICSILIB)
O3HaKu ypakeHHs AuxanbHOI CUCTEMMU:

PeunamsHi iHQeKU|i anxanbHUX LWIAXIB 6/6 5/6 11/12
Mporpecyloynii nepebir anxanbHyX
pg3n§uisy P A 5/6 3/7 8/13

FcTonorivyHi 3MiHM nereHb:
Pibpo3 4/6 0 4/7
rpaHynboMOoNoAiOHI 3MiHM 3/6 0 3/7
AIbBEONAPHNIN NPOTEIHO3 1/6 0 1/7
MHEBMOHIA, MHEBMOHIT 1/6 1/1 2/7

HeBponoriyHi nopylieHHs:
HpatiBneicTb 6/6 7/7 13/13
[INOTOHIA 6/6 6/7 12/13
3arpviMkKa PO3BUTKY 6/6 7)7 13/13
CTepeoTunHi pyxu pyk 0/0 3/3 3/3
Mpobnemu 3 rogyBaHHIM 6/6 3/7 9/13
MoraHui BidyanbHWN KOHTakT 5/6 4/7 9/13
Cynomu 5/6 3/7 8/13
ATPOdISt MO3KY 5/5 1/5 6/10
AHriomaros 3/5 0/5 3/10
CTOHLIEHHS MO30ANCTOro Tina 4/5 2/5 6/10

FacTpoeHTeponoriyHi NOpyLIeHHSs:

EnisoanyHa giapen 6/6 2/5 7/1
[enaromerania 5/6 0/4 5/10
TpaH3uUToOpHa ANCHYHKLA NEYiHKM 3/6 3/7 6/13
[emonitn4Ha aHemiqa 4/6 3/7 7/13
TpaH3nTOpHa NaHLMTOMNEHIA 1/5 0/7 1/12
Kappgiomeranis 2/6 0/4 2/10
Hediunt IgG 4/5 4/5 8/10

Jlemo iHIIUM NISXOM N JOCAIIHUKU 3
[Mospiti [1]. ¥V 2022 p. Boru omy6JikyBaiu Hay-
KOBY POOOTY, y sIKili BUBYAJU HassBHICTh MyTaIliil
B NHLRC2 reni y narieHTiB i3 HeBPOJIOTiUHU-
MU Ta TICUXOJOTIYUHUMHU poziafgamu. [lociignuku
OTIMCaAN TPHOX MAIEHTIB SIK 3 PaHilie BiZIOMUMU
reTepo3UTrOTHUMY BapiaHTaMU MYTallisIMU B TeHi
NHLRC2, tak i 3 HOBUMH BapiaHTaMH MiCCEHCY
B 1IbOMY TeHi. Y /IBOX BUIIAJKaX BUSIBUJIA TOMO3U-
rotHy myTtariio ¢.442G>T, p.(D148Y). 3asnauve-
He JIOCJI/IKEHHS 3PYUHYBAJIO iCHYIOUMA /10 Terep
CTEPEOTHTI MO0 YPAKEHHS JIeTeHb TIPU CHHIPOMI
FINCA, ockisibK1 B OIMCAHUX BUIIAJKAX HE BUI-
BWJIM IHTEPCTUIATBHOIO 3aXBOPIOBAHHS JieTreHb,
TAKOXK MarHiTHO-pe30HaHCHa ToMmorpadis He To-
Kasajia BUPAKEHUX HelpojiereHepaTuBHUX IOPY-
meHb. Y KJIHIYHINA KapTUHI mepiie micie 1nociiu
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mpobJieMu 3 MOBEMIHKOI (crasaxu arpecii, gedi-
IIUT yBaru Ta J[PaTiBJWBICTH), IHTEJEKTyaIbHA He-
JIOCTATHICTD 13 BUPAKEHOIO 3aTPUMKOIO MOBJICHHS
IpU BITHOCHOMY 30€pesKeHHI PO3YMiHHS MOBH.
BpaxoBytoun cTepeoTuIlHi pyxu KiHIIBOK, TOPY-
IIeHHsT JPi6HOI MOTOPWKH Ta MOBJIEHHSI, y IBOX
JIBYATOK Ti/I03pI0BAJIM aTUIIOBUI cruHApoM Perra.
Asrtopu 3anpononyBanu Bkmountu NHLRC2 1o
naHesiell CEeKBeHYBaHHSA HACTYIHOTO TOKOJIHHSI
st cuagpomy Perra [1]. OTike, po3ninpeno Heii-
POTICUXOJIOTIYHUH (heHOTHT, TIOB'A3aHUI 3 TEHOM
NHLRC2.

B ycix Tppox mallieHTiB crioctepiraaucs peru-
JIUBHI 1HGEKIT AMXAJIbHUX MIJISXIB 1 3HUKEHHS
piBust IgG. BpaxoByioun i GiJiblll paHHi MOBIOM-
JIEHHSI TIPO TimoraMmaryio0yaiHeMilo B MaIli€HTiB
i3 cuagapomMoMm FINCA, mutanHs BKJIIOYEHHS 11hO-
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rO CUH/JPOMY JI0 BPO/DKEHUX TIOMUJIOK IMYHITeTy
3 gedeKTaMy aHTUTLIOYTBOPEHHST MOTpeby€e T0-
JIAJTBIIOTO BUBYEHH:. KpiM TOTO, MPAaKTHUYHO B yCixX
OTIMCAHWX JIiTeN BiiMivaanucs peruanBHi iHGEKIIi1
NUXAJbHUX HIJILIXIB He3aJeKHO Bl HASIBHOCTI 1H-
TEPCTUIIAIBHOTO 3aXBOPIOBAHHS JIeTeHb, 1110 Ta-
KO MO’Ke BKa3yBaTH Ha MOPYLIEHHS B (PyHKIIIO-
HyBaHHI iMmyHHOI cuctemu [3,13,17].

Koxkne HOBe MoCiiKEHHS 1 ommcaHi BUIIAJ-
KU PO3NIUPIOBAIN SIK CHEKTP KJIIHIYHUX TPOSIBiB
cunzipomy FINCA, Tak i cTyniHb IXHBOI TSIXKKOCTI,
IO MiJATBEP/IKYE HEOOXiAHICTh HOBUX JOCJIIKEHD
1 TONIMpeHHs 3HaHb Cepejl MeIUYHOI CHiJITbHOTU
IO/I0 KJIHIYHUX MPOABIB PIJIKICHUX 3aXBOPIO-
Bamb [4,5].

[MincymyBaBi BifiIoMi HAa CHOTOZIHI JlaHi TIPO
kutiHivyHi mposiBu cuaapomy FINCA (tabur.), MoskHa
3pOOUTH BHCHOBOK, IO TI€H CHHIPOM YPaKY€E PisHi
OPTaHU i CUCTEMU OpTaHi3My, IepelyciM HEepPBOBY,
JIUXaJIbHY 1 TPaBHY, MOKE MaTH Pi3HUI CTYIHD TSIK-
kocTi. Came iHTepcTHUIiaibHE YpaskeHHS JieTeHb 1
porpecyioua IuxajbHa HeJIOCTATHICTh TPU3BOAATH
JI0 JieTaJIbHUX HacJiKiB. 3Beprac Ha cebe yBary,
o 6 (85,7%) i3 7 skuBUX maIlienTiB Oy KiHOYOI
cTaTi, TOAI SK cepell HOMEPJIUX MepeBakaan 0coou
4oJ10Biv0i ctati — 5 (83,3%) i3 6, 1110 MOJKe CBiAIUTH
PO JIETIINH Tepedir 3aXBOPIOBaHHS B 0CI0 JKiHOYOT
crati. ITpore st rinoresa motpedye 10AaTKOBOTO
i ITBEP/IKEHHSI B OLJIBIITIX IPYIIax MaI[i€HTiB.

Cepenl KMBUX TAIIEHTIB YacTinie 3ycTpi-
yammcsi romo3uroti mytaiii NHLRC2 rena (4 3
7 namtienTiB). Cepesl CUMIITOMIB, SIKi 3yCTpidaIucs
JyacTile B TOMEPJIUX TAIli€HTIB, MOKHA BUJIIIN-
TH TMPOTPecyounii mepedir IuXaJbHUX PO3JaiB
i ricTosioriuni 3MiHU JiereHb y BUTJIsAIL Gibposy,
IPaHyJIbOMOIIOAIOHNX 3MiH; aTpodilo MO3KY, Iie-
pebpasibHUI aHTIOMATO3, CYIOMU; €Mi30[UYHY lia-
peto, TermaToCIIIEHOMETAJI 0.

Y Bcix maiieHTiB CriocTepirajncs: HeBPOJIOTIYHI
MOPYIIEHHS i3 3aTPUMKOIO PO3BUTKY, IOPYIIEHHAM
nosesiinku. [Ipuyomy 3arpumka ICMXOMOTOPHOTO
PO3BUTKY TakKo Oysia Pi3HOTO CTYIEHSI BHpasKe-
HOCTI: BiJl KiJIbKOX MiCAIB /10 TJIMOOKOT 3aTPUMKU
(oHa IUTWHA HE CUjIijIa Y Billi 4 poKH, iHIIAa — TI0-
yaja XOAUTH B 4 poku). 3Ha4yHi MpodIeMu CIio-
cTepirayiv i B MOBJIEHHEBOMY PO3BUTKY. BijbIicTh
JiTell Masii 3aTPUMKY MOBJIEHHEBOTO PO3BUTKY, Y
Bitli 6—13 pokiB BUMOBJISLIN OKpeMi cyioBa. OKpimM
TOTO, JIITH 3 TIOJBCHKOT KOTOPTU MaJIU XUTKY X0y
Ta CTEPEOTHUITHI PyXU BepXHIMU KiHIliBKam# [ 1].

[TpobieMHUM € TIMTaHHS JIIKYBaHHSI CHHIPOMY
FINCA. Ockiibkn HaifibiIblll KPUTUYHUM € ypa-
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JKEHHS JIereHb, MIBUIAKUIT PO3BUTOK (Hibposy, To
caMe JIIKyBaHHSI 1HTEPCTHUIIAJIbBHOTO 3aXBOPIOBAH-
H$1 JIET€Hb TIOTPeOYE TePITOYeproBOTO BUPIIIEHHS.

€BponeicbKUi ITPOTOKOJI AIarHOCTUKU Ta II0-
YAaTKOBOTO JIIKYBaHHSI 1HTEPCTUIIAJIBHUX 3aXBO-
proBaHb JiereHb y iteil [7] GadyeTbcst Ha MeTO
lempdi mas mocsrHeHHST KOHCEHCYCY TPOBITHUX
excrieptiB. JlikyBaHHs Tepesbadae 3acTOCYBaHHS
BHYTPINTHBOBEHHUX 1 MEPOPATbHUX KOPTUKOCTE-
POIliB, @ TAKOK JIOIATKOBI METO/IM JIIKYBaHHS, TaKi
SIK TIIPOKCUXJIOPOXiH Ta asuTpoMiluH. IcHytoui
ny6uaikanii mogo curapomy FINCA 6isbiie crps-
MOBaHI Ha OMUC KJIIHIYHUX CUMITOMIB 3aXBOPIO-
BaHHS, HI’K Ha JIKYBaHHS, TOMY HEMOXKJNUBO OIli-
HUATHU BiJIMOBIIHICTh TPOBEJEHOTO JIKYBaHHS Ta
1ioro e(heKTUBHICTb.

BpaxoByioun HasgBHICTH (hiOPO3HUX 3MiH Y Jie-
reHsX, SKi 3yMOBJIIOBAIU TSKKICTh 11epebiry Ta
BB Gika NHLRC2 wa dopmyBaHHS HEKOH-
TPOJIbOBaHOTO (HIOPO3y TKaHWH i AndepeHIalio
hibpobIracTiB 10 MiohiOPOOIACTIB, SIK OO JIKY-
BaHHS MOKHA PO3TJISATU 3aCTOCYBaHHS aHTUDI-
OPOTUYHUX TIperapariB, 30KpeMa mipheHiJony un
inribiTopa mporeiHTHpO3NHKIHAa3K HiHTeAaHiOY. 1Ti
mpernapat yCHIiNHO TPU3HAYAIOTBCS TOPOCTIM
narieHTam 3 igionatuaHM (HiObpO3yIUNM aJTbBEOo-
JITOM, CHUCTEMHOIO CKJepojaepMicio 3 (Hibpo3om
JiereHb, HeKJIacu(piKoBaHUM MTPOTPECYIOUNM iHTEP-
CTULIAJIbHUM 3aXBOPIOBAHHSM JiereHb i3 hibposzom
[8,9,12]. Ha 11eit wac BkasaHi mpemapati He 3aCTO-
COBYIOTBCH B JIiTEI.

[TosbCbKMIT TOCBIA MMOKa3aB, IO B OJHIEl IH-
tuan 3 koropt FINCA-cunzpomy miapes OyJia
TUMYACOBO YCYHEHa 3a JIOMOMOTOI0 KPOMOTJIi-
niesoi kucaoru [1]. Ie aikyBanus 6yn0 mpoOHUM
SK PIllIeHHS «OCTAaHHBOTO MIAHCY» 1 HE MaJIO KO-
HUX TTi/ICTaB i3 60Ky MapkepiB aseprii. Bizomo, mo
KPOMOTJIiTeBa KUCJIOTA TEPENTKOKAE aKTUBAIlil
TYYHUX KJIITUH 1 JeTPaHyJidAllil, a TaKOXK MPUTHi-
yye xemorakcuc Heitpodini. Tomy HeoOXinHe
MO/IaJIbITIe BUBYEHHS TOTEHIIIMHOTO 3B’SA3KY IHC-
¢dynkmuii B NHLRC2 reni ta nopymenus dyHkiii
TYYHUX KJITUH 1 HeUTpOoMiIiB.

BucuoBku

Ot3xe, TOCTIIPKEHHST OCTaHHIX POKiB 3HAYHO PO3-
HMTUPUIN CHEKTP KJIHIYHUX CUMITOMIB DU CHUH-
apomi FINCA, a Takox 1mokasajiu BeJIMKy Bapia-
6eJIbHICTD TSIKKOCTI TIepebiry CUMITTOMIB, 0COOJMBO
YPasKeHHsI OpraHiB JMXaJIbHOI cucTeMu. BpaxoBy-
104K HEBPOJIOTIUHI MPOOJIEMH Y BCIX OMUCAHUX T1a-
mientis, NHLRC2 nmomisipHO BKJIIOYUTH [0 IIaHe-
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OTAJAAN

Jiell CEeKBEHYBAaHHS HEBPOJIOTIYHUX 3aXBOPIOBaHb
(Helipo/iereHepaTUBHUX, TOPYIIEHHS  PO3BUTKY,
eminenTnunnx ). Peruawsni iHdexii auxagabHIX
NJIAXIB Ta €Mi30ANYHUN JiapeiHuil CUHIPOM, a
TaKOK TimoramMMarsoOysriHemiss B OiibIrocTi ma-
ienTiB norpebyoTh BuBYeHHs posi NHLRC2 6i-
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