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PO3BUTKOM HEQPOHY Ta XapaKTepU3y€EThCS MACHBHOIO MPOTETHYpPIEID,
HabpsakamMy Ta rinonpoteineMieto. Hitm 3 BHC ¢iHcbkoro Ttumy
(BHCODT) HapomxyloTbcs nepeAyacHo, 3 HHU3BKOIO Macow Tila Ta
30UIBUIEHON0 [UIaleHTo. BiH MoOXe NposBIASTHCS BXKe BHYTPIll-
HBEOYTPOOHO (3 15-ro TIK BariTHOCTI) ab0 BIPOAOBXK MNMEPLIUX TPHOX
MIC JKUTTA.

IFenetnuyna npupona BHC®T Bnepue onucana N.Hallman et al
(1956) ta noeenena M.Kestila et al. (1998) binepwicte BUNAgKiB
BHC®T obymoBnena mytauismu reqy NPHS/, sxuit 6yB BUsBIeHUH
y 1994 p. Ha xpomocomi 19q13 [OMIM 2563000].

Uen NPHSI xonye TpancMeMmMOpaHHHH NpoTeiH HeppHUH, AKUH
KOHIEHTPYETHCA B MOJOUMTAX Ta Npuiimae yyacTb y (popMyBaHHi
wismHHOT MadparmMu (L) rmomepynsproi 6azaiibHOi MeMOpaHy.
HI — dinbrpauiiinuit 6ap’ep, sAkui MepeilikoIKae MOTPATIAHHIO
Oujika 3 xpoBl B ceuy. MyTtauis NPHS/ npu3BoauTs A0 i1 BIACYTHOCTI.
OcobnusicTio rinmomepyn npu BHCOT BussnseTbes 1x atyOynspHu
Xapakrep, WO cnpude rineptpodii «HOpManbHHX KiIyOOUKiB» Ta
PO3BUTKY MiKpokicTo3y. Hepun, okpim polli B AKOCTI CTPYKTYPHOT'O
OiKa, OMEeBUAHO, TAKOX NPHIIMae yuyacTs Y BHYTPIIUHBOKJIITHHHHX
CUTHAJBHUX LJIsAXaX, 30epiraioud QyHKUIOHAIBHY HIAICHICTH MOAO-
uuty. 1J1 sBiasge co®oro BHCOKOAMHAMIYHHI OINKOBUE KOMIIEKC,
AKUA TTOCUNIOE KOMIIOHEHTH CHTHANBbHOI TpaHCAYKWil Ta iHIIoE
nepelauy CUrHalliB JUIA PEryiiOBaHHs CKJaguux OIONOTiuyHUX Npo-
rpam B NMOAOUMTI. BusisineHo paa OinkiB B pamkax i€l CHTHAJBHOL
m1aThopmu, AKi B3AEMOAIIOTE 3 HEPPUHOM, | CEpeA HUX TOAOLMH,
CD2AP ta TRPC6. doBeneHo, wo HedppuH — padr-acouiilopannit
6inok B UL/, a nofouun cnyrye Juis 3any4eHHs He()pUHY B Ui MiKpo-
JAoMeHu. B pesynbTaTi MyTauil nojounHa nopymyeTbes 3aXoMIcHHS
HeppuHY Ao papra Ta BIAOYBAETHCA 3MiHA HedpPUH-IHAYKOBAHOT
CUTHaNbHO! TpaHcaykuii. Omxke, O6inku LUJ] BiairpatoTs BaXJIUBY POb
B 30epeKeHH] rnoMepyiapHoro gputeTpauifinoro bap epy.

BHCOT ycnankoByeThcs 32 ayTOCOMHO-PEUECHBHUM MEXaH(3-
moM. Mytauii NPHS/ snepwe 6ynu BUAB/eHI B QiHCHKIH MOMynamil.
Ha croroant omwucano Oinewe 180 myTtauili rena NPHSI, BonHwu
3ycTpidatoThes ¥ 98% xBopux ¢ixcekux pitedt Ta y 39-80% nitent
{HIIMX HaulOHaNBHOCTEH. Y BpaxeHuX (IHCHKHX LiTeH 4acTo BHU-
ABJIAJINCS [IBA PI3HOBUIM YCiKalOUUX MyTauii, 110 BKa3yBanlo Ha eekT
3acHOBHUKa B QiHceki¥ mnonynsuil. Ll myTtami Hassamu L4fsX90
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(Fin major (menentiss B ex3oHi 2 ~ ¢.121delCT), mo ycikae Sinpmy
yacTuHy 6inky)) ta R1109X (Fin minor (MyTauis B ex30Hi 26 —
p-R1109X), mwo ycixae nmuwe kopoTkuii C-kiHeub)). OO6uaABI MyTawil
BEAYTh A0 MOpPYUIEHHs] CHHTe3y HedpuHy. MyTtauii 6yny BUSBMCHI B
94% BUMaIKiB 3aXBOPIOBAHHS, TOMY TPHITYCKAEThCA HAABHICTL B
nonysiii ABoX e(eKTiB 3aCHOBHUKA (HOCIT MEBHOI MyTalli HAYTb Bl
cuineHux npauypis). [Miznime 6ynu inentudikoBani mytauil NPHS/
i Y mauieHTiB He ¢(IHCHKOrO MNOXOKEHHS. Y Malli€HTIB I1HIOHX
HauioHanbHocTel Fin major/ Fin minor 3ycTpivaroTbes BKpail piaxo,
ajle B HUX BHBJIEHO Oitd 60 iHIIMX pi3HOMaHITHUX MyTallill rena
NPHS1. B piakicHux Burnankax y namiedTis 3 BHCOT 6e3 myTauiii B
redi NPHS cnoctepiranucs Bapiauti reHa NPHS2, a Takox BUMaIKH
3 MyTaluisMH B 060X TreHax, W10 MiIKPECHIOE BAKIUBICTL CKPUHIHIY
0box renis. JpoanensHi natorenui papianth NPHS! (ki KOMyIOTh
Heppun) abo NPHS2 (kolye MOINOUMH) € HaWbilbl YyacTHMKU npu-
YUHHAaMHM 3aXBOPIOBAHHS Y MALIEHTIB K €BPONEHCHKOrO0, Tak I 1HILIOro
NOXOQJOKeHHsI, by BCTAHOBEHI AEKINbKa AIJISIHOK FeHiB, SKI Haii-
OiNblLe NiAOAIOTECS 3MiHAM, B Pe3yNbTaTi AKUX BPaXKarOTbCs IMYHO-
rnoOyriHoBI AoMenu Gisika HedpuHa. OUeBHAHO, IMYHOITIO0YNIHOBI
nomeHH 2,4 ta 7 0co0aUBO € BaXKNUMBUMU 115 (PYHKUIOHYBAHHS I'eHa.

KiiHiyai  XapakTepUCTHKM BKIIIOHAIOTH BUPAXKEHY [POTEIHY-
pito mgoay B yTpoOi MaTepi, NepeayacHi mojoru, AediUUT Baru
HOBOHApPOIKEHOT 0, TIONINiAeMito, rinoansOyMiHeMilo Ta Habpsiku. B
HeOHaTalbHUH Ta MamokoBHi nepiox y Jautunn 3 BHCOT
CTIOCTEPIratOThCA BUPaKEHi HAOPSAKW, NMOraHuil ameTHT Ta KBOJICTb.
BenenHs cuHApOMY BKpail CKjlagHE 13-33 BUCOKMX TTIOKA3HUKIB
3aXBOPIOBAHOCTI Ta CMEPTHOCTI. [TalieHTH CXMIIBHI A0 YCKIIaJHEHb,
SIKI OB A3aH1 3 TITIONPOTEIHEMIEIO, TAKUX AK peLUUAUBYIOHA iHpEKLIA,
TpoMmOO3 Ta TIOPYUIEHHS POCTY. BHIBIIICTE 3 HUX DPOrpecyloTh A0
TEPMiHaJBHOI €Tazi{ XBOPOOH HUPOK.

3amigo3puTi  3aXBOPIOBAHHS JO3BONSE  (i3MKANBHUN  Ornsj,
ciMeiiHuil aHamHe3 Ta jabopatopHi aHanizu. Poboua rpyma €spo-
neficbkol JOBLAKOBOI Mepexi 13 3axBoproBanb Hupok (ERKNet) Ta
€Bponeiicbka cninka auTa4ol Hedpodorii (ESPN) pexoMeHayroTh
TeHETUYHY AIaTHOCTUKY B SKOCTI KJIFOYOBOIO A1arHOCTUYHOTO TECTY.
BHC®T moxe OyTu Bu3HaueHHMH npeHaTanbHO. Jns uporo Bu3Ha-
YyaeTbes piBeHb Ouika anvda-geronporeiny (APDLI) B amMHIOTUYHIN
piauHi. OaHAK reTepo3uroTHi MyTauil B reni NPHS] Takok MOXyTb
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BIUIMHYTHU Ha piBeHb ADII, 1110 MoXe npu3BecTH 10 XMOHOTO AlarHosy.
Bianosiano no 6a3m ganux Orphanet, HaAiliHUM aHTEHaTalbLHUM
METOJOM RIarHOCTHKHM [aHOTO 3aXBOPIOBAHHS € NeHETHYHHH aHali3
3pazka TpodobaacTy 3apoaKy.

BHC®T ¢ dopMoro crepoin-pe3sucTeHTHOr0 HeGpPOTHUHOIO
cuHapoMy. OCKUIBKH BiH HE BiIHOCHTBCS A0 iMYHHMX 3aXBOPIOBAHE,
BIH CTIHKMIT [0 IMYHOCYIIpeCHMBHUX mnpenapartiB. Teparisi HOCHTH
CUMMTOMATHYHUN XapakTep. OnepaTHBHO MOXe OyTH 3anpoloHoBaHa
HepeKTOMIs Ta TpaHCIJIAHTAWIsl HUPKH.

Hasogumo eunagoxk BHC®T y awtunm, sxa BuUABUJIACH
TOMO3UTOTONO MO ABOX MATOJIOTIMHUX anejsix reHa NPHSI. Y siaai-
JIEHHI TNATOJIOTiT HOBOHAPOMKEHUX JiKapeM-FreHeTUKOM KOHCYJIbTO-
BaHUI xJ1o0Mm4uk BikoM 1 Mic. Ckapru 6aTbkiB Ha 30UIBLLECHHS PO3MIPIB
’KMBOTA, MOraHUM aneTuT Ta 3MEHIUEHHS KUIBKOCTI ceui y MMTHHH.
BariTHicTe mnepwa Ha (oHI XPOHIYHOTO NieNoHeQpUTy, 3arpo3u
BUKHOHA Ta Oaratooans. [lim wac BariTHOCTI KiHKa mpHiiMaia
anTuGioTuku. IlpeHatanbho Ha Y3]] — 36iAblUueHHSA NMpaBOi HUPKU
IUI0AY, O3HAKW BHYTPIIHLOYTPOOHOrO iH(iKyBaHHA. B aHamHe3i 1o
3a4aTTd — KicTa s€YHHKA Ta MOPYLIEHHS MEHCTPYalbHOro LIMKIY.
B ueppHi 2020 p. xiHKa nepeHeca KOpoHaBipycHy iHgekuUito. JuTnHa
HapoxMnacs Ha 34 TWXK BariTHOCTI 3 Macolo 2220 r, (OBXHHOIO Tijia
47 cm. Maru - Menacectpa 1HGEKUIHHOrO BIOAUIEHHA, podoTa
OB s3aHa 3 Aes3acobamu, baTbko — enekTporaso3BaproBaIbHUK,
npamoe 3 XiMIYHUMU Ta QisHYHuUMU YMHHUKaMH. CragkoBicTh IO
NiHiT MaTepl OOTsOHKeHa CepUEeBO-CYAMHHOIO TNATOMOrI€l, MO JiHIT
OaTbka — oHKonaronorieto. [Tpy nocTynNeHHi CTaH AMTUHU BaXKHIL 3a
PaxyHOK HaOpAKOBOro CUHIAPOMY, TIIIOBONEMIT, 3HMXKCHHS Iiypesy.
JlabopaTopHO — CUTIMTOMOKOMINIEKC HEQPOTHYHOTO CUHIAPOMY: TIPO-
TeiHypis (3,3 r/n), rinonpoteineMis (29,9 r/n), aprepianbHa rinoTeH-
3ig (105/65 Mm), Ge3 mopywieHHs ¢yHKUIl HUPOK (KpeaTHHIH —
53 wMxmonw/n). Pesyneraru pocnimkenns wa TORCH-indexuio
HEraTHBHI. YJbTPa3ByKOBE IOCHI/UKEHHA HUPOK BUABWIO udy3Hi
3MIHH NapeHXIMH. 3anio3peHo BPOKEeHUH HeQPOTUYHHH CUHIPOM,
GIHCBKHH THI, PEKOMEHIOBAHO MOJEKYJISIPHO-TEHETUYHE JOCTi-
JDKEHHS, SIKe BUABUIIO ABi GlanenbHi MyTauii reny NPHST (¢.2053G>T
(p.Gly685Cys Ta ¢.2746G>A(p.Ala916Thr), wo niaATBEpAUIIO
iimoBipuuii aiarno3. JHK-gocnigkenHs OaTekiB BUSABUIIO reTepo-
3UroTHE HOCIHCTBO oboma OaTekamMn 000X MyTailii rena NPHSI.
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BpaxoByroud reHOTUIH 6ATBKIB, a TAKOX TE, 1110 PELECUBHI MyTauUii B
NPHS! nos'g3ani 3 BaxKuUM nepediroM xBopoOH, Oynu HaaaHi
peKOMeHaalil o0 IUIaHYBaHH HAaCTYMHUX BariTHOCTEH 3 BUKOPHC-
TaHHSAM PETMPOAYKTUBHUX TEXHONOrH. CHMITOMaTHYHE JIIKYBaHHS
JUTHHU BHSIBUJIOCS HeeeKTHBHHUM, TUTHHA TOMEpIIa.

Hasenenuil BUNAJOK CBIOYUTHE PO BAXIUBICTH TIPOBEICHHS
MOJIEKYJISIPHO-TE€HETHUHOTO JOCJII/DKEHHA AJA TATBEPAXKEHHS Craj-
koBoi ¢opmu BHC, a Takox MequKO-reHeTHYHOTO KOHCYIbTYBAHH
Ta JAHK-06cTexxeHHss moapy»oxs 3 MeTOI TMJIAHYBaHHS HaACTYITHUX
BariTHOCTeH. [[oAaTKoOBI MONEKYNSApHO-TEHETHYHI MTOCHiDKEHHS Ta
NOCHIIKEHHs in vivo MatoTh OyTH MOKpallleHi 3 METOIO 3aCTOCYBAHHS
HOBHX 3HaHb IS pO3pOOKH BCEOIUHHX MONEKYJISIPHUAX AiarHOCTHUHUX
TECTIB Ta HOBHUX TEPANEBTHYHUX IHCTPYMEHTIB, AKI 0a3yIOThCs Ha
MEXaHI13MaXx.
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