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CuHapom FINCA (fibrosis, neurodegeneration, cerebral angiomatosis) — HOBe reHeTnyHe noniopraHHe 3axBOPIOBaHHS, CIPUYMHEHE MyTa-
yieto B NHLRC?2 (NHL repeat-containing protein 2). 3axsoptoBaHHs MaHibecTye B paHHbOMY Billj IHTEPCTULLIANBHM YPaXEHHAM NereHb, Hel-
pofereHepatnBHUMI PO3naaamMmn, reMONITUYHOIO aHEMIEID, FACTPOIHTECTUHANBHVIMIA NOPYLWEHHAMY, ANCOYHKLIEIO NEYiHKL Ta IHLWMK MyNb-
TMopraHH1UMN 3miHam, CuHApoM yneplue onncano y 2018 p. y 3 aitei, ski noMepnu 40 ABOPIYHOrO BiKy. JJOCNIAXEHHA OCTaHHIX POKIB 3HAYHO
PO3LLUMPUAV CREKTP KNIHIYHUX cuMnToMmiB Npu cuHapomi FINCA, a Takox nokasanu Bennky BapiabensHiCTb TsKKOCTi nepebiry CMHAPOMIB, OCO-
OVIBO ypaxeHHst OpraHiB ayxansHoi cucteMu. BpaxoByioumn HEBPONOTi4HI Npobnemu y Beix onmcanx nauieHTis, NHLRC2 nouinsHO BKIIOYATH
00 NaHenewn cekBeHyBaHHA HEBPONOTYHIX 3aXBOPIOBaHb (HEMpOOEereHeparTBHIX, NOPYLIEHHA PO3BUTKY, eninentnyHoi). PeumansHi iHbek-
Ui AUXanbHNX LWNAXIB Ta eni80AVYHUIA AiapeiHnii CUHAPOM, a Takox rinoramMmarnobyniHemia B 6inbLIOCTI NauieHTiB NOTpebye BUBHEHHA PO
NHLRC2 6inka y GyHKUIOHYBaHHI IMYHHOI CUCTEMU.

ABTOP 3asB1s€ NPO BIACYTHICTb KOHMNIKTY IHTEPECIB.

Kntouosi cnoea: FINCA-CHMHAPOM, iHTEPCTULIANbHE 3aXBOPIOBAHHS NEreHb, HEeNPOAEreHepaTnBHI PO3naan, reMoniTmyHa aHemist, enisogmny-
Ha giapes.
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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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unzpom FINCA (fibrosis, neurodegene-
ration, cerebral angiomatosis) — HoBe
reHeTHYHe MOJIIOPraHHe 3aXBOPIOBAHHS,
crprnunnene myTatiieio B NHLRC2 (NHL repeat-
containing protein 2). 3axBopioBaHHs MaHidecTye
B PaHHLOMY Billi IHTEPCTUIIAJIBHUM yPOKEHHSIM
JieTeHb,  HeWpo/leTeHepAaTUBHUMH  PO3JIaZlaMH,
reMOJIITUYHOIO aHEMI€I0, TaCTPOiHTeCTUHATIbHUMUI
MOPYIIEHHAMHA, TUCHYHKITIETO TEYIHKU Ta IHITUMEA
MYyJIBTHOpTraHHUMU 3Minamu [6,11,18].
Cunnpom FINCA Brnepie ommcannii y 2018 p.
y TphoX (hiHCBKUX miTel i3 aBox cimeit [18]. [lo-
CTIHVKU JTaJii HAa3BY CHUHPOMY 3 YpaxyBaHHIM
IIPOBIIHUX KJIIHIYHUX O3HAK, 1[0 BU3HA4yaIu Iie-
pebir i Haciaky xBopobu. Ha choroui € 6,1M3bK0
10 my6orikaniit y PubMed, npucBsiuenux cuuapo-
my FINCA, B sixux ommcani 13 BumaikiB 3aXBopro-
BaHHS y CBITi, OZINH 3 IKUX — B YKpaiHi [1,6,16,18].
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NHLRC2 ren posramoBanuii y 10-ii xpomo-
comi i kozye ciabo BuByenuiit NHLRC2 6ijok, mo
MicTuTh N-KiHIEBUI TIOPeIOKCUHITOMIOHIIT JOMEH
pa3oM i3 MIicTbMa MMOBTOPAMU aMiHOKUCJIOTHOIL T0-
caipoHocti NHL (HazBaHUMM Ha 4eCTb TPbOX OPH-
rinanpHux reHiB NCL1, HT2A i LIN-41) [2,14].
bBimok NHLRC2 ekcripecyeTbest B 6araThbox opra-
Hax 1 KJIITUHAX, Y TOMY YUCJi B ALJISTHKAX MO3KY JIIO-
mann. Voro dyskiii 1o chorozui gocimkeni cabo.
Bin Gepe y4acth y KJIITUHHIN opraHizamil Ta Bij-
TTOBIJIA€ 32 PETYJAIII0 TPAHCIIOPTYBAaHHS BE3UKYJI
Ta AuHamiku 1Mtockesera [15]. Jleski pocmignm-
ku npuiryckaiots, 1o NHLRC2 Bigirpae BaxxamBy
POJIb y PeryJiioBaHHi alolTo3y, iHYKOBAaHOTO aK-
TuBHUMU popmamu KucHIO [ 14]. MyTaniii NHLRC2
reHa MOXYTb BUKJIWKATA HEKOHTPOJIbOBAaHUN (i-
6po3 TKaHWH i mudepentialiiio $idbpodIacTiB 10
miodibpobiractis [15]. [luchyHKITsS BEe3UKYISIPHO-
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rO TPAHCIOPTYBAHHS € MPUYUHOIO CXUJBHOCTI /10
Helipogerenepaiiii mpu xsopobi FINCA [10].

Panimie He OyJsin BCTaHOBJIEH] acortiallii MyTarfii
B NHLRC2 3 Gyap-sikuMu iHIMIUME 3aXBOPIOBAH-
Hamu moaunn [18].

[Tepri my6mikartii mpo cuuapom FINCA omnucy-
BaJIM 3aXBOPIOBAHHS SIK YKpail TSKKe, 3 Gi6Po3HUM
YPaKEHHAM JIeTeHb 1 JIETAJIbHUMU HACJIIKAMH,
OCKIJTbKU BCI TPOE ONMUCAHUX [IiTel i3 ABOX cimeid
MOMepJii 10 2-PiYHOTO BiKY BifI TPOTPecyoyuol
muXanbHO1 HemocTtatHOCT [18]. Ymeprie omucani
mitn i3 curgpom FINCA Oysu xjomdukamu, Ha-
POJKEHUMU BiJl HECIIOPIIHEHUX TLTI00IB. 3aXBO-
pioBaHHg MaHidecTyBaio y 2-MicIuHOMY Billi
3 HEBPOJIOTTYHUX IIPOSIBiB, MMOPYIIIEHHS XapyyBaH-
HsT, TEMOJTITUIHOT aHeMil, pecripaTopHuX podIieMm,
SIKi MaJii TPOTPeCcyounii mepebir i He HarajayBajn
JKOZIHOTO paHillle BiZloMOro 3axBopioBaHHs. Kpim
TOTO, CIIOCTEpiTasiacsl TPaH3UTOPHA TEYiHKOBA
nucGyHKINSA, 3aTpUMKa PoCTy i po3BUTKY. B oj-
Hiel gutuay OyB 3HmKeHuil imynorno0yrin (Ig) G,
B iHII0i — 36i/bImennii Tumyc. Jlani KoM toTepHoi
tomorpadii mokazanau iHTEepPCTUIliaJIbHE 3aXBOPIO-
BaHHS JIeTeHb, aTesjeKTazu. [icTosoriuHe JI0CIi-
JUKEHHSI THATBEPANJIO iHTepCTUIiaabHii hibpos
i panime He ommMcaHi IpaHyJIbOMOIOAIOHI ypa-
JKeHHs1. 3 00Ky HEPBOBOI CUCTEMU BUSIBJICHI 1iepe-
OpasibHUI aHTIOMATO3, BaKyOJsIpHA JeTeHeparis,
BTpaTa Mi€JIiHy B OiJIill peYOBMHI Ta HEPOHHA Jie-
rerepailis. [ledinKoBi po3sJiaay IPOSBIISIINCS TeTa-
TOMeTaJIi€10, CTeATO30M 1 HAKOTTMYEHHSIM KOJIareHy.
CexBenyBannsa eksomy (WES) Busgsuio 3wmima-
Hui rereposurorauii Bapiant y NHLRC2 [18].

Yereptuii Bunazok cungapomy FINCA B mu-
TUHU 3 YKpaiHW ONMCAHWU HaMMU Pa3oM i3 Hay-
KOBI[IMM 3 TeHeTudHOI jabopaTtopii €bCbKOTO
yuisepcutery (CHIA), y skiit npoBoguaun WES
[6]. Xsromuuk HApOAWBCS JTOHOIIEHWM i3 Macoio
tiza 3050 1. IIpore BKe Bij HapO/KEHHST B IUTH-
HU CIIOCTEPIrajiocd iHTepPCTHUIliajibHe 3allaJeHHs
JIETEHbD 13 BUPAKEHOI0 INXAJIbHOK HEJOCTATHICTIO,
reMOJIITUYHA aHeMid, 3 TTPUBOJLY YOTO BiH 710 6-Mi-
CSYHOTO BIKy TpHui IepebyBaB Ha CTallioOHAPHOMY
JIIKyBaHHI B MEIMYHMX 3aKJaJlaX Pi3HOIO PiBHS.
3 6-MicsYHOTO BiKY MOYaJu HapOCTaTH HEBPOJIO-
rivfi mpobeMu: M’130Ba TIIOTOHIs, 3aTPUMKA TICH-
XOMOTOPHOTO PO3BUTKY, IiCJS POKY TPUETHABCS
CYIOMHUEM CUHIPOM. 3 8 MIiCAIB CIOCTEPITaINCs
TacTPOCHTEPOJIOTIUHI TTOPYIIEHHS Y BUTJISA/I Pelu-
JIMBHOTO TaCTPOEHTEPUTY, CHHAPOMY Mababcop-
O1ii. Y xJIomumMKa TakoXkK BigMivasacss BUpakeHa
nedopMmariist TpyHOI KJITKH, OIIKOBO-€HEPTeTHY-
Ha HeZOCTaTHICTh, PEIUANBHI iHQEKIIi1 HUKHIX I1-
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XQJIBHUX MIJISIXIB Ta MITYHKOBO-KUIITKOBOTO TPAKTY,
nedinur IgG. Hespakaioun Ha TO3UTUBHI 3MiHU
3 OOKY JiereHb Ha KOMIT I0TepHiii Tomorpadii, yrpu-
MyBasiocd TaxinHoe. ¥ Bimi 1 pik 9 micdiis xJor-
YKKa IpooliepyBan 3 IPUBOLY Aedopmallii Tpy/1-
HOI KJIITKM, OJHOYACHO IIPOBEJIU OIOICIiI0 JIereHb,
Ha SKill miaTBepaun JoKaJabHuil hibpos. Y rmic-
JITOTIepaIlilHOMY TEePio/li TTPUEIHANTACS PecTipa-
TOpHA iH(DEKIIisI, 3 TPUBO/LY YOTO XJIOMYUK OJU3HKO
MICSIIS JIIKYBaBCSI CTAIliOHAPHO, MPOTE B T0/AJIb-
IIOMY TT0YaB 00pe HaOUpaTH Bary, 3MEHIINJIACS
YacToTa i TSXKKICTD eMmi30/1iB peciiipaTOPHUX 3aXBO-
pIOBaHb Ta PO3JAIiB i3 OOKY MIIYHKOBO-KHUIIKOBO-
rO TPaKTy, HE3HAYHI MO3UTHBHI 3pyIIeHHs Oyin
i B mcuxoMoTopHOMY po3BUTKY. [IpoTe TocTpe pe-
criipatopHe 3axBOpioBaHHs B JioTomy 2020 poky
(ae moxkna Bukiiountn COVID-19, miarsepantu
KU Ha TOM yac He GyJI0 3MOIHM) MaJio IIPOrpecy-
104 Mt Iepebir i Mpu3BesIo 10 CMEPTi TUTHHI BIKOM
2 poKU 5 MicIIiB.

3arajioM BJIACHUH JIOCBiJl Mi/ITBEP/IUB CY/KEH-
HS TIONEPeIHIX JIOCTIIHUKIB 1010 (haTaJbHOCTI
cungpomy FINCA Big mporpecyiouoi AnmxajabHOI
HEeJIOCTAaTHOCTI, He3Ba)kKalouu Ha Te, 110 B HAC 3'IBU-
Jlacs Halisl HA KUTTS AUTUHU, BPAaXOBYIOUN 3aTaJib-
He IOJINIIeHHs CTaHy y 2-PiuHOMY Billl.

¥ 2021 p. ony6usikoBara poboTa HiMEIIPKIX Ha-
VKOBIIiB, SKi gociipkyBanu HasgBHicTh NHLRC2
MyTallii B fiTell 3 6a3u JaHUX PEECTPy MAI[i€HTIB
3 IHTEPCTUIATBHOI0 XBOPOOOIO JIETeHb Y PAaHHBO-
MYy JUTAYOMY Billi Ta JOJATKOBUMU HEBPOJIOTiU-
HuMK o3Hakamu [16]. 3arasom BUSBIEHI LICTb
HAI[EHTIB i3 TPHOX ciMell 3 GiajeIbHUMU BapiaHTa-
v B NHLRC2. /IBo€ 3 1iux fiiTelt moMepsin y Billi
JIO JIBOX POKIB (OJIMH XJIOTUWK i OJ{HA J[IBUNHKA),
a 4eTBepo IHMMX OyJU JKUBUMHU HAa MOMEHT JI0-
CJIJKEHHs, iXHil BiK cTaHOBUB Bifl 4 10 14 pokiB
(o/IMH XJIOMMYUK 1 TPOE AiBYATOK). [HTEpCTHUITIAIb-
Ha XBopoba JiereHb Oysia BUpakeHa MailKe Y BCiX
HAIi€HTIB Yy paHHbOMY Billi Ta crabijgizyBasacs
MIPOTATOM 3aXBOPIOBAHHS, MPU I[bOMY 3aTPUMKaA
HEPBOBO-TICUXIYHOTO PO3BUTKY Maja HalOiIbIi
BUPaKeHU KJIHIUHUN pe3ynbraT. OKpiM 11bOTO,
B JIiTell TaKOXK BiAMidaJucs emi3oau aiapei, IpoTe
JIMNIe y JBOX MalliEHTIB cIlOCTepirajacs aHeMis.
YV 3 i3 4 pireii pisenn IgG 6yB 3umxenum. ITpak-
TUYHO BCi JIiTH MaJii TPY/IHOIILI ITPU TO/LyBaHHI, He-
JIOCTATHIO Bary Ta mopytieHHs 3opy [ 16].

[Tokazano, mo cungpom FINCA moxe maTtu
KJIIHIYHI TTPOSIBU PI3HOTO CTYIIEHS TSKKOCTI 1, TIIO
HaWTroJIOBHIIIe, 3aXBOPIOBAaHHS He 3aBXKIU € (da-
TAJIBHUM, SIK BBaXKaJOCS paHimie, i JiTU MaiOTh
MTAHCH HA BUKMBAHHS.
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Tabauys

KniHiyHi 03Hakun XxuBux i nomepsnx nauieHTiB i3 cuHapomom FINCA, onucaHi B nitepatypHuUx axxepenax

CumnTOMM MauieHTn i3 cunapomom FINCA
nomepni (n=6) Xusi (N=7) yci (n=13)
Cratb: 4/X 5/1 1/6 6/7
iHCbKe (3), rpeubke (1), _ ®iHcbke (3),
poamolh) | SeRAue () | anong ) et (6)
rpeueke (2) nonbcbke (3) ' Genbrifichke (1) '
MyTauji: roMO3UroTHa/reTepo3nroTHUM
R /retep 0/5 4/3 4/8
[o4aTok XxBOPOOY, MICSLL 0-7 0-12 0-12
Yac 0CTaHHLOrO CNOCTEPEXEHHS, POKM 175}%&%}29 4-14 1-14
O3HaKun ypakeHHSs AnXasibHOI CACTEMM:
PeumanBHi iHPeKLIT AMXanbHUX LLAXiB 6/6 5/6 1/12
Mporpecyiounii nepebir AnxanbHNX
. gsﬂ gmay pebiray 5/6 3/7 8/13
FicTonoriyHi 3MmiHU nerexb:
Gibpo3 4/6 0 4/7
rpaHyIbOMONOAIGHI 3MiHN 3/6 0 3/7
AbBEONAPHNA MPOTEIHO3 1/6 0 1/7
MHEBMOHIA, MHEBMOHIT 1/6 1/1 2/7
HeBposoriyHi nopyLieHHs:
HpatiBnmBiCTb 6/6 7/7 13/13
[INOTOHIA 6/6 6/7 12/13
3arprmMka PO3BUTKY 6/6 /7 13/13
CTepeoTunHi pyxu pyk 0/0 3/3 3/3
[MTpoBnemun 3 rofyBaHHAM 6/6 3/7 9/13
MoraHui BidyanbHUI KOHTaKT 5/6 4/7 9/13
Cynomm 5/6 3/7 8/13
ATpOdIia MO3KY 5/5 1/5 6/10
AHriomMaros 3/5 0/5 3/10
CTOHLEHHS MO3OANCTOrO Tina 4/5 2/5 6/10
FacTpoeHTepoNnorivyHi NOpyLUeHHSN:
EnisoomyHa giapes 6/6 2/5 7/
[enaromerania 5/6 0/4 5/10
TpaH3nTopHa ANCHYHKLIA NEYiHKA 3/6 3/7 6/13
femonitn4Ha aHemiqa 4/6 3/7 7/13
TpaH3uTOpHAa NaHLMUTOMNEHIA 1/5 0/7 1/12
Kapaiomeranis 2/6 0/4 2/10
Heodiunt IgG 4/5 4/5 8/10

Jlemio 1HIMNM NUISXOM IIIIN JIOCHIHUKU 3
[ospmii [1]. ¥V 2022 p. Bouu omyb ikyBasu Hay-
KOBY PO6OTY, y SIKiil BUBYAQJIN HAasIBHICTb MyTalliil
B NHLRC2 reni y marienTiB i3 HeBpOJIOTIYHU-
MW Ta TICUXOJOTIYHUMU posaagamu. Jlocmigunukm
OIMca i TPHhOX MAITIEHTIB SIK 3 PaHilie BiIOMUMMI
reTepoO3UrOTHUMH BapiaHTaMU MYTallisiIMU B TeHi
NHLRC2, tak i 3 HOBUMU BapiaHTaMHu MicCEHCY
B I[bOMY TeHi. Y JBOX BUNAJIKaX BUSBUIU TOMO3U-
rorny mytaiio c.442G>T, p.(D148Y). 3asnaue-
He JIOCJIIJPKEeHHS 3pYHHYBAJIO iICHYIOUUA /IO Terep
CTEPeOTHT MO0 YPasKeHHs JIeTeHb TIPU CUHAPOMI
FINCA, ockizibK#i B OIIMCAHUX BUIIQJKaX He BUI-
BUJIM 1HTEPCTUIIAIBHOTO 3aXBOPIOBAHHS JIETE€Hb,
TaKO’K MaTHITHO-pe30HaHCcHa ToMmorpadis He T0-
Kazaja BUPAKeHWX HelpojiereHepaTUBHUX TOPY-
IeHb. Y KJIIHIYHIN KapTUHI 1epiie Micie 1nocian
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npobsieMu 3 MoBeAiHKOI0 (crajaxu arpecii, gedi-
AT YBaru Ta J[PaTiBJWBICTh), iHTEJEKTyaTbHa He-
JIOCTATHICTD 13 BUPAKEHOIO 3aTPUMKOIO MOBJICHHS
IPU BIZIHOCHOMY 30€pesKeHHI PO3yMiHHS MOBH.
BpaxoBytoun cTepeoTuIiHi pyxu KiHIIBOK, TOPY-
meHHs PiIOHOI MOTOPUKHU Ta MOBJIEHHS, Y JBOX
JIBYATOK TiZ03pIOBaIM aTUTIOBUI cuHApoM Perra.
Astopu 3anpononyBanu Bkaountn NHLRC2 no
na"esjell CeKBEHYBaHHS HACTYITHOTO TIOKOJIIHHS
s cuagpomy Perra [1]. OTxke, po3mupeHo Heli-
POTICUXOJIOTIYHUT (DEHOTHT, TIOB’I3aHUI 3 TEHOM
NHLRC2.

B ycix Tppox maIieHTiB criocTepirainucs peru-
JIMBHI 1H(EKIT ANXaJbHUX MIJISAXIB 1 3HUIKEHHS
piBast IgG. BpaxoBytouu i OGijbIll paHHi MOBIIOM-
JIEHHSI TIPO TimoraMMaroOyriHeMil0 B MAI[iE€HTIB
i3 cungpomoM FINCA, nmutanus BKITOUEHHS 1bO-
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r0 CUHJPOMY JI0 BPOJKEHUX ITOMUJIOK IMYHITETY
3 jgedeKTaMu aHTUTLIOYTBOPEHHST MOTPeOy€E T10-
MAJBIITOTO BUBUYEHHS. KpiM TOTO, TPaKTUYHO B YCiX
OTTMCAHUX JIiTel BiMivaIucs penuaAnBHiI iHMeKTii
IUXAJbHUX IIJIAXIB He3aJIeKHO BiJI HASIBHOCTI 1H-
TEPCTUIIATIBHOIO 3aXBOPIOBAHHS JIereHb, 1110 Ta-
KOXX MO’Ke BKasyBaTW Ha MOPYIIEHHS B (DYHKITIO-
HyBaHHI iMyHHOI cuctemu [3,13,17].

Koxxne HOBe MOCIIZZKEHHS 1 ommcaHi BUIIAJ-
KW PO3IIUPIOBAIN SIK CHEKTP KJIHIYHUX TPOSIBiB
cungpomy FINCA, Tak i cTyniHb iXHBOI TSKKOCTI,
10 MiATBEP/PKYE HEOOXiHICTh HOBUX JOCIIIKEHb
i TIOIMPEHHsI 3HAHb cepejl MeIUYHOI CIJIbHOTU
MO0 KJIHIYHUX TPOSBIB PIIKICHUX 3aXBOPIO-
Bamb [4,5].

[TizcymyBaBim BiZloMi Ha CHOTOJHI JIaHi TIPO
kuinivyni posiBu curapomy FINCA (Tabu.), MmoxkHa
3poOUTH BECHOBOK, 1110 TIell CHHAPOM YPasKy€ PisHi
OpraHu i CUCTeMU OpPTaHi3My, IMepeayciM HEPBOBY,
JIMXJIbHY 1 TPaBHY, MOXKe MaTH PI3HUN CTYIIHD TSI3K-
kocti. Came iHTepCTHUIlia/IbHE ypa’keHHs JIeTeHb i
mporpecyroua uxajbHa HeJIOCTaTHICTh TPU3BOASTh
JI0 JIeTaJIbHUX HacJi/KiB. 3BepTae Ha cebe yBary,
1o 6 (85,7%) i3 7 sKUBKX TAI€EHTIB OyJIU KiHOYOT
craTi, TOAi K cepejl IIOMEP/INX HepeBakaa 0coOu
4oJ10Bivoi ctati — 5 (83,3%) i3 6, 1110 MOsKe CBiAUNTH
PO JIETIINH Tepedir 3aXBOPIOBaHHS B 0CI0 KiHOUO]
crati. IIpore st rimoresa moTpebye 10aTKOBOTO
I ITBEP/PKEHHST B OIJIBIINX TPYyTIaX MaIli€HTiB.

Cepen KMBUX TAIli€EHTIB YacTilie 3ycTpi-
yaymcst romo3urothi myTaitii NHLRC2 rena (4 3
7 mamtienTiB). Cepesi CUMIITOMIB, SIKi 3yCTpidaIncs
JacTilme B TOMEPJINX TAIli€HTIB, MOXHA BUIIIN-
TH MPOTrpecyounii mepebir AuxaabHUX PO3JIajliB
i ricrosioriuni 3MiHU JiereHb y BULIsi (Gibposy,
IpaHyJIbOMOIIOAIOHNUX 3MiH; aTpodilo MO3KY, Ie-
pebpasibHIIl aHTIOMATO3, CYIOMU; eMi30IUYHY Jlia-
pero, reraToCIIEeHOMETai 0.

Y Bcix narienTiB crocTepiraancs HeBPOJIOTiuH1
HOPYIIIEHHH i3 3aTPUMKOIO PO3BUTKY, IIOPYIIIEHHSM
noBe/liHku. [Ipyyomy 3aTpuMKa MCUXOMOTOPHOTO
PO3BUTKY TaKOK Oysia Pi3HOTO CTYIEHSI BHpasKe-
HOCTI: Biji KITbKOX MICAIIB 10 TIMOOKOT 3aTPUMKN
(omHa muTUHA He cujiiyia y Billi 4 pOKH, iHIIA — T10-
Jaja XOAUTH B 4 pokm). 3HauHi 1MpobjeMu Cro-
CTEPITAJIN i B MOBJIEHHEBOMY PO3BUTKY. BiblricTh
JliTeil Majii 3aTPUMKY MOBJIEHHEBOTO PO3BUTKY, Y
Billi 6—13 poxkiB BUMOBJIIN OKpeMmi cioBa. OKpiM
TOTO, JIITH 3 TTOJTBCHKOI KOTOPTU MaJil XUTKY X0y
Ta CTEPEOTUITHI PyXH BepxXHiMU KiHliBKamu [1].

[TpobsieMHUM € TUTAHHST JIIKYBaHHS CHHIAPOMY
FINCA. Ockistbku HafGijblll KPUTHYHUM € ypa-
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JKEHHS JIereHb, MIBUAKWIT PO3BUTOK (iOpo3y, TO
caMme JIIKyBaHHSI 1HTEPCTUIIAJIbHOTO 3aXBOPIOBAH-
HsT JIeTeHb OTPeOYE MepPIoYeproBoro BUPIMIeHHSI.

€BporencbKkuii MPOTOKOJ JIIarHOCTUKHU Ta T10-
YaTKOBOTO JKYBaHHSA I1HTEPCTUIIATbHUX 3aXBO-
ploBaHb JiereHb y aiteiil [7] Gasyerbcs Ha MeTOAI
Henndi nas nocATHEHHS KOHCEHCYCY IMPOBITHUX
excrepTiB. JlikyBaHHs Tiepenbadae 3acTOCYBaHHS
BHYTPIITHBOBEHHUX 1 MEPOPATBHUX KOPTUKOCTE-
POIIiB, a TAKOXK J0/IATKOBI METO/IN JIIKYBaHHS, TaKi
SK TIIPOKCUXJIOPOXiH Ta asuTpoMiluH. IcHytoui
myOikarttii momxo cunapomy FINCA 6Gibine crips-
MOBaHI Ha OMWUC KJIHIYHUX CAUMIITOMIB 3aXBOPIO-
BaHHs, HI’K Ha JIKYBaHHS, TOMY HEMOXJUBO OIli-
HUTW BIJIMOBIJIHICTh TPOBEAEHOTO JIIKyBaHHS Ta
10oro eheKTUBHICTD.

BpaxoByioun HasBHiCTH (hiOpO3HUX 3MiH Y Jie-
reHsix, SKi 3yMOBJIIOBAIU TsKKICTh 11epebiry Ta
BB 6iika NHLRC2 wa dopmyBaHHS HEKOH-
TpoJIboBaHOTO (Hibpo3y TKaHWH i AndepeHItialio
hibpobacTis 10 MiohiOPOOIACTIB, SIK OIIIIIIO JIKY-
BaHHS MOKHA PO3TJISATH 3aCTOCYBAaHHS aHTH]I-
OPOTHYHUX TIpenapaTis, 30KpeMa MipheHiaoHy yu
iHribiTopa nmporeiHTHPO3NHKiHa3K HiHTeaaHioy. 1Ti
npernapaTt YCHIiNHO MPU3HAYAIOTHCS TOPOCTUM
natienTam 3 igionatuaHuM (HiOPO3yI0UNM aTbBEO-
JITOM, CHCTEMHOIO CKJepojepmicio 3 ¢ibposom
JieTeHb, HeKJIacu(hiKOBaHUM MIPOTPECYIOUNM THTEP-
CTHIIAIbHUM 3aXBOPIOBAHHIM JIereHb i3 (pibpozoM
[8,9,12]. Ha 1eit vac BkazaHi mpemapatu He 3aCTO-
COBYIOTBCS B [IiTEN.

[TosbCchbKMIT TOCBI MMOKa3aB, 110 B OJHIEl IU-
tuan 3 koroptu FINCA-cunzpomy miapes Oyoia
TUMYACOBO YyCYHeHa 3a JIOMOMOTOI0 KPOMOTJIi-
niesoi kucaoru [1]. e aikysanusg 6yi0 mpoOHUM
SIK PIlIEHHS «OCTAaHHBOTO MIAHCY» i HE MaJO JKOJI-
HUX TTi/IcTaB i3 60Ky MapKepiB ajeprii. Bizomo, 1o
KPOMOTJIiIIeBa KHUCJOTA TEPEeNIKo/Kae aKTUBaIlil
TYYHUX KJITUH 1 JeTpaHyJidllii, a TaKoxX IMPUTHI-
yye xemorakcuc HeirpodiniB. Tomy HeoOXinHe
MO/IaJbIle BUBYEHHST TOTEHIIIITHOTO 3B’I3KYy [UC-
(yuxnuii B NHLRC2 reni ta nopyuenusa (yHKIIi1
TYYHUX KJITHH 1 HeUTPOhiIiB.

BucHoBku

Ortxe, TOCTIIPKEHHS OCTaHHIX POKiB 3HAYHO PO3-
IMUPUIN CHEKTP KJIITHIYHUX CUMITOMIB MPU CHH-
npomi FINCA, a Takox Mokasajiu BeJIUKy Bapia-
GeJIbHICTD TSIKKOCTI TIepebiry CUMITTOMIB, 0COOJINBO
YPasKeHHs1 OpraHiB /UXayibHOI cucTeMu. BpaxoBy-
104K HEBPOJIOTIUHI MPOOJIEMH Y BCIX OMUCAHUX TTa-
mientis, NHLRC2 nomispHO BKIIOUUTH IO IIaie-
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Jiell CeKBEHYBAHHSI HEBPOJIOTIYHUX 3aXBOPIOBAHb
(HelipojiereHepaTUBHNX, —TTOPYIIEHHS  PO3BUTKY,
emiyienTUIHnX ). PeruauBhi indexiii auxagapbHUX
MJIAXIB Ta €Mi30AWYHUHN iapelHuil CHUHIPOM, a
TaKO)K TinmoramMMmarsioOysiHeMiss B OiibImocTi ma-
ienTiB morpebyoTh BuBdeHHs poai NHLRC2 6is-
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