Yntamte Hac Ha caunTi: http://medexpert.com.ua
KAIHIYHWMI BUTTAAOK

YK 616.411-007.61+616-008.9-053.2

O.l. Qopow'.2, M.l. Aywap3, FO.C. MacuHunk4, M.B. CterHiubka’
TuposunHemia tTuny |l y AMTUHM: 3 AOCBIAYy remartonora

TKHT J1bBiBCbKOI 0BNAcHOi paay «3axigHoykpaiHCbkui cneujanisoBaHuii AUTSYNA MEAMYHUA LEHTP>», YKpaiHa
2J1bBiBCbKNI HALLIOHANBHWI MEONYHIUIA YHIBEPCUTET iMeHi [laHuna fanuupkoro, YkpaiHa
30Y «lHcTuTyT cnagkoBoi natonorii HAMH YkpaiHun», m. J1bBiB
4lleHTp MeanyHuX iHHOBaUh «<NOVO», M. J1bBiB, YkpaiHa

Modern Pediatrics. Ukraine. (2022). 3(123): 85-93. doi 10.15574/SP.2022.123.85

For citation: Dorosh Ol, Dushar MI, Masynnyk YuS, Stegnitskaya MV. (2022). Tyrosinemia type 1 in a child, experience of
a hematologist. Clinical case. Modern Pediatrics. Ukraine. 3(123): 85-93. doi 10.15574/SP.2022.123.85.

TVpOo3uHEeMIs € piaKiICHM MeTabonivHM 3aXBOPIOBAHHSM, sIKe BUHIMKAE BHACNIAOK NOPYLLIEHHS MeTabonidmMy aMiHOKMCOT i Moxe nepebirari
nig, «<Mackamu» PisHWX 3axXBOPIOBaHb, Ae6I0TYI0UM B AiTEN PIBHOMO BiKy remMoparidyHim CUHOPOMOM, renartofieHanbHUM CUHAPOMOM, Mnori-
KeMieto, paxitonofibHVM 3aXBOPIOBaHHAM, NepUdEPUHHOI0 HeiponaTieto, 3MiHaMI B remMorpami TOLLO.

KniHiyHunii BUnapgok. OnucaHo 3axBOPIOBaHHS B AiBHMHKYM BIKOM 1 piK 7 MICALB, 11O CYNPOBOAXKYBANOCH PEUMANBHMIMI HOCOBVMU KPOBO-
Tevamu, gk CTanu NpUYMHOIO 3BEPHEHHS 00 remaronora. [ig vac omsaay BUABAEHO renatoMeraniio 3 nopyLeHHAM OyHKLIT NediHKK (finonpo-
TeiHeMmis, TprBana PE3NCTEHTHA MNOMIKeMia, KOaryionaris) i3 PO3BUTKOM XPOHIYHOI MEYiHKOBOI HEOCTATHOCTI, aCLUMTOM Ta CrIeHOMEranielo
3 03Hakamu rinepcnneHiamy, acumt, Hedbpomeranito. MNposeaeHoO AndeEPEHLnHY AiarHOCTUKY MiXX OHKOremMaronoriYH1M NpoLEeCOM, MIENOANC-
NNacTUYHNM CUHAPOMOM i MeTaboniYHNM 3axBOploBaHHAM. BepudikoBaHo TnpoaunHemiio Tuny 1 (hereditary infantile tyrosinemia — HT-1) 3a
CYKYMHICTIO KJTIHIYHMX i BIOXIMIYHIX, MONEKYASPHO-FEHETUYHKX OOCHIXEHb. Bepurdikallito 3axB80pioBaHHsA BMKOHAHO Ha MiACTaBi CNekTpome-
TPII aMIHOKUCNOT, auWIKapHITLHIB, CyKumMHaiaueTaris i MONEekyISpHO-TEHETUYHOIO AOCIAXEHHA. MONEKYNAPHO-rEHETUYHUMW OOCHIOXKEHHS -
MK, npoBeaeHnmn B nabopatopii «INVITAE» (CLLA), BusiBNeHO ABa natorexHi BapiaHtn, ineHtndikoaHi B FAH-reni ¢. 1069G>T (p.Glu357*)
Ta ¢.554-1G>T, aKi acoLjloioThCs 3 ayTOCOMHO-PELIECUBHOIO TMPO3NHEMIEID.

3BEpHYTO yBary Ha BaxuBiCTb AMdEPEeHLIMHOI AiarHOCTUKI UbOro OpdaHHOro 3axBopioBaHHs. JeTanbHO OnmMcaHo Crocit natoreHeTU4HoI
Tepanii HT-1 i3 3aCTOCyBaHHAM 3apeeCTpOBaHOro B YkpaiHi Nikapcbkoro npenaparty HitnanHoHy (opdaanHy), cneuiansHoi ity 3 HASbKUM
BMICTOM (PeHinanaHiny / TMpo3suHy, L0 MaloTb BUPAXEHY MNO3UTUBHY KNiHIYHY Ail0 Ta 3anobiraioTb GOPMyBaHHIO HEMONPAaBHYIX IHBANIAN3YI0YMX
po3naaiB. HaronoweHo Ha HeoOXiAHOCTI paHHBOI AiarHoCTVkM HT-1 Ta nigTprmaHo iHiuiatvey MO3 YkpaiHu Wwoao nnaHoBOro HeoHaranbHOro
CKPUHIHTY OpdaHHKX 3aXBOPIOBaHb, A0 NEPESiKy AKX BXOAUTb HT-1, OCKINbKM BYACHO PO3MoYare fikyBaHHA NONINWYE AKICTb XUTTA NaUJEHTIB.
JlocniaxXeHHs BMKOHaAHO BiANOBIAHO A0 NPUHLIMNIB [eNbCIHCLKOI Aeknapadi. Ha npoBeaeHHs A0CAIAXEHb OTPUMaHO iIHGOPMOBaHy 3roay 6arsb-
KiB OUTUHN.

ABTOPW 3a8BNSHOTb NP0 BIACYTHICTb KOHMNIKTY iHTEPECIB.

Kniouosi cnosa: renarocnneHomMerania, Hedpomeranis, TMpoauHemis tin 1, aitu.
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Tyrosinemia is a rare metabolic disease resulting from a metabolic disorder of amino acids, which can occur under the «masks» of various
diseases, debut as a hemorrhagic syndrome in children of all age groups, hepatolienal syndrome, hypoglycemia, rickets-like disease, periph-
eral neuropathy.

Clinical case. In our publication, we report on a girl at the age of 1 year 7 months who had recurrent nosebleeds, which led to a referral
to a hematologist. Examination revealed hepatomegaly with impaired liver function (hypoproteinemia, long-term resistant hypoglycemia, co-
agulopathy) with the development of chronic liver failure, ascites and splenomegaly with signs of hypersplenism, ascites, and nephromega-
ly. Differential diagnostics was carried out between oncohematological process, myelodysplastic syndrome (MDS) and metabolic disease.
Type 1 tyrosinemia (hereditary infantile tyrosinemia (HT-1)) was verified by a combination of clinical and biochemical, molecular genetic
studies. Verification of the disease came from the spectrometry of amino acids, acylcarnitines, succinal acetates and molecular genetic studies.
Molecular genetic studies in the INVITAE laboratory, USA revealed two pathogenic variants identified in the FAH gene ¢.1069G>T (p.GIu357*)
and ¢.554-1G>T, which are associated with autosomal recessive tyrosinemia. The emphasis in the publication is on the differential diagnosis,
the effectiveness of the treatment of this orphan disease. The method of pathogenetic therapy of HT-1 is described in detail, both with the use
of the drug nitisinone (orphadin) registered in Ukraine, a special diet with a low content of phenylalanine / tyrosine, which have a pronounced
positive clinical effect and prevent the formation of irreversible disabling disorders. We emphasize the need for early diagnosis of HT-1 and
support the Ministry of Health of Ukraine in the initiative of routine neonatal screening for orphan diseases, which include HT-1, since timely
treatment improves the quality of life in these patients.

The research was carried out in accordance with the principles of the Helsinki declaration. 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

UPO3UHEMid — 1Ile PiIKiCHE ayTOCOM-

HO-PelleCUBHE 3aXBOPIOBAaHHS, TIOB’513a-

He 3 ieheKTOM 0OMiHY PEYOBUH Ta TTOPY-
[IEHHSAM MeTabO0Ii3My THPO3UHY, 110 TPU3BOIUTh
710 HAKOTTMYEHHS TUPO3UHY i TIOXiIHNX Ta BIIJTUBAE
Ha )KUTTEBO BaXJIMBI opranu namienra. IIpu ipomy
3aXBOPIOBAHHI YPaKyIOTbCS IE€PEBAJKHO IEYiHKa,
HUPKH, MiIIYHKOBA 3471033, 4aCTO CIIOCTepira-
I0TBCS HEBPOJIOTiuHI nopymienss [2]. Bimomi tpu
tunu tuposunemii: Tun 1 (hereditary infantile
tyrosinemia — HT-1) ypaxye 1 3 100 000 oci6
y BcboMmy cBiTi [1,2,8], Tum 11 (cunapom Pixuepa—
Xanxapra, Richner—Hanhart syndrome) sycrpi-
gaetbes B 1 1a 250 000 oci6 [2,18], a Tumn 111 € Haii-
6inpin pigkicuum tumnom [2]. HT-1 takox Bimoma
K TeTaTOPeHATbHUI THPO3UHO3, € AYTOCOMHO-Pe-
IIECUBHUM  3aXBOPIOBAaHHAM, $Ke CHpPUYMHEHEe
nedinurom dymapuialeroaneTasu, Mo MPU3BO-
JINTH /10 HAKOTIMYEHHsS TOKCUYHUX MeTaboiTiB
dbymapuianeroanerary (fumarylacetoacetate —
FA), wmaneitaneroareraTy Ta CYKIIUHIJIAIETOHY
(succinylacetone — SA), 3ymoBiO04M Iporpe-
cyloue ypaxeHnHs Tedinku, cuaapomy {Dankoni
ta/abo paxity [9,20]. HT-1 moske 6yt rocTpoio
(mepii  KibKa JIHIB JKUTTS), KOJWU OCHOBHUM
[POSIBOM XBOPOOM € IeYiHKOBa HEH0CTaTHICTh;
migrocrpoio (6—12 wmicaniB), Koaum miTM Ma-
I0Th IEPEBaKHO HUPKOBI CUMIITOMU ab0 paxiT;
1 XPOHIUHOIO (YacTillie 3yCTPivaeThesi B JIOPOCIIO-
My Bitti) [12]. 3actocyBanHs 2-HiTpo-4-TpudTop-
MeTnber30i-1,3-nnknorekcanmiony  (2-nitro-
4-trifluoromethyl-benzoyl-1,3-cyclohexanedione,
NTBC) six MeTomy JiKyBaHHS CTAJIO aJbTepHATH-
Boto TpancianTarii neudinku. NTBC 3amobirae
HakormueHHio FA Ta iforo meperBopenHio B SA.
Y Buacno wHesikoBanmx miteit i3 HT-1 3pocrae
PU3UK PO3BUTKY TeNaToIEeIONIIPHOI KapIImTHOMU
(T'TLK) Ta migButyeTbesd piBeHb cMepTHOCTI [ 28].

Kniniyauii BUnaaok

JliBunHka BikoMm 1 pik 7 micdIiB 3BepHyJacs
30.06.2021 mo remaroJiora 3i cKkapraMu Ha HOCOBI
KPOBOTEUI.

HocaizkenHda BUKOHAHO BiINIOBIHO /10 TTPUH-
munis  Teabcinebkol mekmapaiii. Bix  6aTbkis
MaIieHTKU  OTPUMaHO 1H(OPMOBaHY 3TOAYy Ha
myGJIKAIIio OO 3BITY PO BUTIALO0K 1 OYIb-SIKHX
CYIPOBiIHUX 300pa’keHb.

AnamHe3 XBopoOu: 31 ¢J1iB MaTepi, 6113bKO 2 Mi-
CATIB TOMY 3’IBUJIMCS TIEPIOJMYHI HOCOBI KPOBO-
Teui, IPOTArOM OCTaHHIX 4—5 116 — i3 HapocTaH-
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HAM. 3a pe3yJbraraMu aHali3y KpOBi B JIUTUHU
BUSIBJIEHO aHEMITO Ta TPOMOOIIMTOTIEH 0. AHaMHE3
JKATTA: INTUHA Bizx [ matosoriyiol BariTHOCTI, 1ie-
pefuacHe CTapiHHs TJaleHTn Ha 22-My ThKHi, 1
aprepist, MaTH iepebyBasia Ha miaTpuMIl. Maca tia
npu Hapomkenai — 3100 r, ruTuHAa po3BUBaIacs
no6pe. AHaMHe3 ajieproJIoriyHmii He 00T KEeHUIA.
[TepeHeceHnx 3axBOpioBaHb He Oysi0. Y paHHBO-
MY BIlIli /[larHOCTOBAHO HEIEPEHOCUMICTD JIAKTO3U
(renotunn C/C). IlpodisakTuuni menjgeHHs —
3a xasergapeM. CraJIKOBUil aHaMHe3 He 00TsKe-
Huil. Jlani 00’ €eKTUBHOTO 0OCTEKEHHS: CTAH TSKKUI
HaMOMEHT TOCTIiTasi3a1lii 10 Bi/liJIeHHsI reMaToJI0-
rii Ta inTercuBHoi XimioTeparnii KHII JIsBiBchKOI
obstacHOl pajy «3axiHOYKPaiHChKUI ClIeriati-
30BaHUM IUTAYNN MeanaHuil 1enTp». [Ikipui mo-
KPUBH OJ1i10-5KOBTI 13 cipyBaTHM BiZITIHKOM, YHCTI.
Cynurana MarbhopMalliss — Ha 4oJIi Ta TepeHicci.
lnorpodis I ct. Maca tina — 9,8 kr (6=5), 3picT —
79,5 cM (6=25). Cturmu 1useMOpioreHesy: BUCOKE
1iiHeOiHHSI, aHOMaJIbHE CIIOBiJIbHEHe IIPOpi3yBaH-
Hst 3y6iB. Ocaurii (-). Iepudepuuni jgimboBysan
He 30isbineni. Haj iereHsiMu — myepusibHe TuXaH-
Hd, yacToTa nuxaHus — 24/xB. Torm ceprst 3Byd-
Hi, yacToTa cepieBux ckopoyenb — 126/xB. Ap-
tepianbauil THCK — 90 /50 MM pT. cT. JKuBit M’ sikuii,
He 6oJIIounii, 301bIIeHNIT Y Po3Mipax, MmediHka —
+2,5 cM, cestesinka — +3,0 ¢M 3-1i1 Kpaio pebepHoi
nyru. KicTkoBo-cyriioboBa cucrema: BajbryCHA
nedopmallis HUKHIX KiniiBok. O0Big roaoBu —
44 cm (6=25). MeninreanbHi CUMIOTOMHU BiICyT-
Hi. Bunopoxxuennst chopmonani. Ilcuxoemorriii-
HUU PO3BUTOK Bi/IMOBi/IA€ BiKY. 3araJbHUN aHATI3
kpoBi (3AK): epurporiutu (Ep) — 3,47x1012/,
remorsiobin (I'6) — 101 r/m, neiikoruru (Jle) —
9,36x109/71, nefikorurapHa ¢dopMmya: TaTHIKO-
sanepui Heitrpodinu (1) — 1%, cermeHTosiIepHi
(¢) — 2%, Gasodinbai (6) — 0%, eoszuHOMIIb-
Hi (e) — 1%, mimporutu (1) — 49%, Monouu-
™ (M) — 26%, tpombormtu (Tp) — 82 T/, mBuz-
Kicth ocimanus epurpoiwmtis (IIHOE) — 5 mm/roj.
bioximiuauii anamisz kposi (BAK): amaninamino-
tpancdepaza — 33,4 MO/n, acnapraTamiHo-
TpaHcsiepasa 81,2 MO/n, ramma-riayTtamii-
TpaHchepasa— 64,8 MO /i1, 3aranbauii 6imipyOin —
44,3 MKMOJIB/JI, IPSAMA# — 25,2 MKMOJIb /J1, aMijia-
3a— 31,2 mr/cJ1, 3aranbauii 6110k — 58,5 1/.1, a1b0y -
MiH — 43,6 r/i1, Kamiit — 3,6 MMOJIb/J1, HATPilT —
139,9 mmousb/i1, cedoBura — 1,9 MMoub/J1, Kpe-
arunia — 26,0 mxmomb/7n, ¢peputun — 36,2 HT/
MJI, 371130 CHUPOBATKU KPOBi 8,7 MKMOJIb /I,
roko3a — 5,59 MmMoJib /i1, C-peakTuBHUI OiJIOK —
<6,0 mr/a, kpeatnnkinaza — 76,0 MO/m, myxHa
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dbocharasa (JID) — 5077,0 MO/n, Kanpiii —
2,26  MMOJb/JN,  Kajblili  ioHI30BaHUN  —
1,35 mmouin/a1, hochop — 0,69 mmoub/J1, mapat-
ropmon  — 941  1moms/m,  25-OH-D  —
>150ur/mit, maruiit — 0,87 MMOJIb /71, XOJIECTEPUH —
2,81 mmomn/n, Tpurainepuan — 0,78 mMmoin/,
cedoBa kucjaota — 76,0 Mxmousb/ 11, anbda-dero-
nporein (ADIT) — 33762,0 MO /mu, dorieBa Kuc-
gora — 9,8 ur/mu, Bitamin Bi2 — 437,0 nmouib /7,
nepyaoriazmia — 9,0 mr/n, anbda-1-aaTutpur-
cun — 187,0 mr/mi, TUPEOTPONHUIT TOPMOH —
5,63 MKMO/ma. Kruitunuuii Tta rymMopasibHUIA
imyniter — y nopmi (IgA — 120,8 mr/100 mu,
I[gM — 73,9 mr/100 mua, IgG — 781,7 mr/100 M,
IgE — 18,2 Mo/n; CD3 — 56%, CD4 — 30%,
CD8 — 19,0%, CD19 — 23,0%, CD16/56 — 10%,
xesmepu/cynpecopu — 1,5%). Koarymnorpama:
AKTMBOBAHUN YaCTKOBUH  TPOMOOIJIACTHHOBHIA
vyac memiana (Med) 51,2 (minimym (Min) 27,3 —
makcumyMm (Max) 58,8) cek., mporpombiHOBMIA
gac Med 25,4 (Min 19,0 — Max >120,0) cek.,
nporpombinosumii ingexc Med 50,5 (Min 42,0 —
Max 66,0) %, dibputoren Med 2,1 (Min 1,55 — Max
2,58) r/11, MizKHAPOHE HOPMANI308aHEe BiTHOIIEHHS
(MHB, INR) Med 1,85 (Min 1,58 — Max 2,50).

3 Merol0 3amepedeHHs TeMo0JacTO3y Ta
Mi€JIOANCIIJIACTUYHOTO CHH/POMY BHUKOHAHO ac-
mipaliiiny Ta TpenaHaiiiiny 6iorciio KicTKOBOTO
MO3Ky. Mienorpama: IyHKTaT HOPMOKJITUHHUA,
MPUCYTHI yCi TTAPOCTKU TeMOTIOe3y, HEeOIlJIacThy-
HUM TIPOIleCOM He YypaskeHuil. Epurporioe3 —
14,0%, n — 32,7%, mienonmrtu (Mir) — 4,0%,
metamienonut (mtmi) — 0,3%, n1 — 16,0%,
¢ — 27,0%, e — 0,7%, 6 — 0,3%, m — 2,7%, Gua-
ctu — 2,3%. IlosimepasHo-TaHIIOTOBI  peak-
mii pocuimkerHs excrpecii MLL rena 3 gerek-
Ii€I0 B CHUCTEMi MiKPOYiNoOBOTO ejekTpodopesy
«MultiNAMCE-202» (Shimandzu) — He BusB-
geHa. MoJexkyJIapHO-TeHeTUYHe  JIOCJIiIKeHHS
kictkoBoro Mo3ky MLL-rena: t(4;11)(q21;q23)
MLL/AF4,  t(11;19)(g23;p13.3) MLL/ENL,
t(6;11)(q27;q23) MLL/AFG6, t(9;11)(p21-22;q23)
MLL/AF9, t(10;11)(p11-13;q23) MLL/AF10,
t(11;19)(q23;p13.1) MLL/ELL He BugsiseHo.
Mounexkyngapao-renetnune IIJIP  pocrimxenHs
KiCTKOBOTO MO3KYy eKcIpecii OHKOTeHiB i3 JeTeK-
€0 B pearbHOMy 4Yaci: t(8;21)(q22;q22) AML1/
ETO, inv(16)(p13;q22) CBFB/MYH11 type
AED, t(9;22)(q34;q11) BCL/ABL — Hne Buss-
JeHo. MoJekyIIpHO-IIUTOTeHeTUYHE /IOCJIiIKEH-
HJ KICTKOBOTO MO3Ky: He BusiBjieHO MLL-rena,
KapTuHa TiOpuzamsanii nuc ish (MLLx2) [100]:
He BUSIBJIEHO JleJiellii 7—7(, KapTuHa ribpuansa-
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mii nuc ish (D7Z1x)(7qterx2) [100]; e BuUsiBIE-
HO JeJteltii 5p, 5q, KapTuHa ribpuamusarii nuc ish
ap15.2(D5S23,D5S721x2)5q33-34(CSF1Rx2)
[100]; He Busiieno generntii 17p13.1, kaprunaribpu-
nusartii nuc ish 17p131(TP53x2) [100]; He BusiBiie-
Ho fesertii t(8;21) (q22;q22), kapTuHa ribpuansarii
nuc ish 8q21.3(RUNX1T1x2)21q22(RUNX1x2)
[100]. IMaroricTosioriuHe AOCJHI/KEHHS —Tpera-
HoGionraTiB (07.07.2021): KicTKOBMIT MO30K BijI-
MoBi/la€ BiKOBiM HOpMi. Mopdosoriunnx o3nak
XBOPOOM HAKOMMYEHHS B MeKaX [OCJIKYBaHUX
TpenaHobionTaTiB He BUSBIEHO. TMM caMUM 3a-
rmepeyeHo JIeHKeMilo Ta Mi€TOANCIIIACTUIHNI
cuHApPOM. AHAi3W cedi: 3araJbHUI: KOJIp CO-
JIOM'STHO-’KOBTa, TIPO30Pa, PeaKilist Kucsia, OLIoK
He BusBiieHuii, nmpoba (np.) CyskoBuya +, Jeiik
0—1 y momi 30py, cu3 +. BmicT deninananiny B
ceui — 1,0 mr/mn (mopma — 0,1-3,0), pH ceui —
6,5, rinepamonoaruaypis (+), TOMOTeHTE3UHO-
Ba kucyota (-) (Herar.), np. Benegukra (+), 1p.
Deminra (-), muuitpodeninriapasun (JJHOT) (-),
np. Cynkosuua (++), p. laitneca (++). Bipycomno-
riuni qocaimkenns Cito-test Hbs Ag (-), anti-HCV
(-) Ta Covid Ag HeraruBHi B Marepi Ta AWTHH.
Kan ma xomporpamy: KoJiip *KOBTHUM, KOHCUCTEH-
1isT M'sIKa, 3armax 3Bu4aiauii, mp. [perepca (+), mp.
Tpibyie (-), kaiTkoBuHA (++), KPOXMaJIbHI 3epHa
(++), HenepeTpasJieHi M's130Bi BoJIOKHA (-), TTepe-
TpaBJieHi M’s30Bi BOJIOKHA (-), KNP HEUTPATbHUN
(+), xxupui kucaotu (+), muma (-), Homodinn-
Ha duiopa (-), caus (+), KUIIKOBUI emiteniii (-),
seiikorutu (-), eosunodinm (-), kpucramau Ilap-
ko—Jleiinena (-), kpucramm Gimipy6iny (-), sifis
IJTUCTIB He BUSABJEHI, HAUIIPOCTIIi He BUSABJEHI.
3imkpibu Ha roctpuku Ne 3 He BusiBjieHi. Ejek-
tpokapaiorpadis (EKT): merabosiuti mopyeHHs
B wmiokapzai. limokcis wmiokapaa, TepeBaHTaKeH-
HS1 TIepeTHhOOOKOBUX Bi/UILJIIB JIIBOTO IMLIYHOUYKA
(JILI). Exoxapmiorpadis (Exo-KI') (30.06.2021):
dpaxkmis Buknay miokapaa (OB) — 66%, Biakpu-
Te oBaJibHE BIKHO — 4—4,5 MM, [WaTallis JiBUX
KaMmep, YIIiJbHeHU! i motoBieHnit miokapxa JIIII.
Crpykrypa i GyHKIIS KJamaHiB He TOpYyIIeHa.
Bignocua mitpasibna HemoctaTHicTh. DYHKITIOHY-
I0Ye OBajibHEe BiKHO (MOKJMBHI 1edeKT MixKIle-
pezacep/iHO1 iepeTrHkM ). CucTosiyaa i iiacToriy-
Ha ¢ynkiis JIIT pobpa. HeBennka KijibKicTb
HaMIIKOBOI piman B nepukapmi. (13.07.2021)
DB — 68%. IlomipHa mauiaraiiisi JiBOTO Iepej-
cepas. JlunamiuyHa HeZOCTaTHICTb MiTPaJbHOTO
KJanaHa. Yaprpa3dBykoBa jiarHoctuka (Y 3/1):
nevinka He 36ibllIeHa B po3Mipax, HUKHIN Kpail
npaBa vyactka +20 mwm, giBa +50 mwm i3-mig pe-
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6epHOI JIyTM, €XOreHHICTh IapeHXiMU 3BUYAli-
Ha, CTPYKTypa JApiOHO3epHUCTA, HEOIHOPIIHA.
Crpoma TiediHKM He yIIiJibHEeHa, He TOTOBIIEHA.
[TligmayHKkoBa 3a03a — KOHTYpP YiTKHUI, He T0-
TOBINEHA, CTPYKTYpHO He 3MmineHa. Cesesitka36ib-
IeHa, HUKHi Kpail +25 MM i3-11i/1 pebepHOI Iy TH.
Y napenximi ne4inK1 MHOKUHHI HEYITKO BUPasKeHi
rinepexoreHHi BKJIIOUEHHST OKPYTyoi Gopmu jia-
MetpoM 10—12 mm. JKoBuHUIT MiXyp CKOpOueHUN
micas BKuUBaHHS iKi. CedoBUi MiXyp aKyCTUIHO
nposopuii. Ctinku He notoBieHi. Hupku posrta-
IIOBaHi TUIIOBO, 30iblleHi B po3Mipax: JiBa —
110x50x46 MM, nmpaBa — 96x43x43 mMm. ToBinHa
napenximu 3yiBa — 20 MM, cripaBa — 18 MM, exoreH-
HICTh TAPEHXIMM ITiIBUTIIeHA, KOPTUKO-MeAYJIIpHA
mudepentiaiisi  36epekena.  YammkoBO-MUCKOBa
cucrema — 6e3 o3HaK ausararii. BijxbpHol piguHu
B UepeBHill MOPOKHUHI He BUsBIeHO. ¥ 3/]-03HaKN
6araTOBOTHUIIEBOTO YpaKeHHs TediHKu. 30ijb-
MIeHHs PO3MIipiB HUPOK, ciieHoMeramisd. CriH-
KM KUIIEYHUKA He TOTOBIIeHi. Pentrenorpadis
OpraHiB IPy/HOI KJTITKA Ta yeperna B 2 TMPOEKITISAX:
JiereHeBi moJist — Oe3 3MiH; CHHYCH BiJIbHI; cepiieBa
TiHb — ceplie PO3LIMPeHe B OIePeYHOMY PO3Mipi.
Tinb BepXHBOTO CEPENOCTIHHS JIel0 PO3IIMPeHa
(HaiiiMOBipHiIIe, 32 PaXyHOK BUJIOYKOBOI 3a71031).
KicTku yeperna — 6e3 matosioriunux 3min. Kucior-
Ho-Jy>kHa piBHOBara kposi (pH 7,365) — y mexxax
HOPMU.

JlutuHi ipoBeneHo AuGepeHItiiay 1iarHoCTu-
Ky MiK MeTaboJIiYHUM 3aXBOPIOBAaHHIAM 1 HeO-
IJIACTUYHUM POIECOM. 3abe3redeHo psiji KOH-
cympraitiit.  Oropunosapunrosnor (30.06.2021):
XPOHIYHUI PUHOAIEHOIANT, 3arOCTPEHHST; [BOOIU-
HUH cepefHill KatapaiabHUil oTUT; ageHoian 11 cT.
lactpoenteponor (01.07.2021): nudepentiaiis
Mi’K TJIIKOTEHO30M, MeTabOJiUYHUM 3aXBOPIOBaH-
HSM Ta 3aXBOPIOBaHHAM medinku. Odraabmosior
(01.07.2021): pyxu ouHuMx sO6JIyK — Y IOBHO-
My 00cCs3i; ONTHYHI CepeloBUINA MPO30Pi; OUHE
THO — Yy Mekax HOpMHU. EHIOKpMHOJIOT
(01.07.2021): BanbrycHa gedopMailisi HUKHIX
KIiHIIIBOK; piBeHb (ochopy y KpOBi HU3BKWI;
miarno3 — <«®@ocdar-xpiaber (?). Timodocda-
temivanii paxit (?). PexomenmoBano: KOHTPO-
moBaTH Kaibllii ¢ochop, JID y auHAMIL>.
Hesposior (01.07.2021): BoruuimeBux 3MiH I€H-
TpaJIbHOI HEPBOBOI CUCTEMU HE BUSIBJIEHO. [eHeTnK
(01.07.2021): mizospa Ha MeTaboJiuHI 3aXBOPIO-
BanHs (rimodocdaremia? TuposuHemisa? Ta iHIIi
IUJTIOTIATIT).

Komm'iorepuna tomorpadis (KT) i3 konTpac-
tom (07.07.2021): mix yac o6CTEREHHST TOJIOBHO-

88

IO MO3KYy BUJMMHUX yTBOPIB, BOTHHUIIEBUX 3MiH,
nedopmariiiii He BusBiaeHO0. CepelMHHI CTPYKTYPH
He 3MminieHi. Po3mipu 1IyHOUKOBOI cucteMu —
y Meskax Hopmu. KoHTypm cToBOypa MO3KY UiT-
ki, 6e3 medopmartii. CybapaxHoigasbHi KOHBEK-
CUTaJIbHI MPOCTOPU BijibHI. MO030Y0K 3BUYANHUX
pO3MipiB, TOMOTeHHOI IiIbHOCTI. Typelibke cii-
JIO 3BUYAHUX Po3MipiB i ¢opmu. IlHeBmaTn3a-
11is1 I0JIATKOBUX 1a3yX HOCA BiJIIIOBiZIHO /IO BIKY.
[Tipamizn CKPOHEBHX KiCTOK 31 30€PeKEeHOI0 TTHEB-
MaTHU3aI[i€10, KOMiPKI COCKOMOIIOHNX BiZIPOCTKIB —
6e3 marosiorivanx BrIoyeHb. Kictku ueperna — 6e3
MaToJOTIYHNX 3MiH. /[ndy3HUX | BOTHUTIIEBUX 3MiH
y napeHximi JiereHb He BusiBjieHo. IIneBMaTu3anis
serendb 30epeskera. CyIMHHUN MAJTIOHOK 3BUYAii-
uuii. KopeHi sierens He 3mMiHeHi, 6e3 maToorigHuX
BKJfoueHb. [IpocBiT Tpaxei i OpoHxiB 36epexe-
Huil. Opranu cepeloCTiHHS He 3MillleHi, KOHTYPH
CYIIMH YiTKi, TIaTOJOrTYHUX yTBOPIB, 301/1bIIIEHNX
JiM(MATUIHUX BY3JIiB Y CEPE/IOCTIHHI HE BUSBJIEHO,
y HIepeIHbOMY CePe/IOCTIHHI — BUJIOUKOBA 3aJ1032.
[IneBpanbHi JUCTKU BicliepaJibHOI Ta MiXKYacT-
KOBOI TIJIEBPU HE TOTOBINEHI, Y TIJIEBPATbHUX T10-
PO’KHUHAX MATOJIOTIYHU BMICT He Bi3yasi3y€eThCsl.
Jliadparma posraimoBana TMIOBO. M’SKi TKaHUHU
rpyAHOI KJTiTKM — 6e3 ocobmuBocteit. [Teuinka 3Bu-
yaitHux posmipis — 126x73x108 mm, i3 ropbucTm-
MM YITKUMU KOHTYPAMH, TapeHXiMa MediHKu Heo/1-
HOPIIHOI TIIJIBHOCTI Ta CTPYKTYPHU, B apTepiasibHY,
BEHO3HY, Bi/iTepMiHOBaHY (ha3u Bi3yasi3yrOThCs
MHOKMHHI (Oi/bIlle — Y TpaBiil YacTHHi) TimojeH-
CUBHI HEOIHOPiIHI, YacoM KiCTOMOAiOHI, BOTHHU-
1eBi yTBOPEHHSI 3 HEYITKUMU KOHTypaMu, Haii-
Gimpiumu poamipamu (12x8 MMm) 10 MetiaTbHOMY
kpato V cermenta (puc. 1).

BryTpinmHbOIIeUiHKOBI  Ta  1O3alediHKOBI
MPOTOKU He PpoainupeHi. sKoBuHUN MiXyp: KOH-
TYypU YiTKi, BMICT OJHOPIHOI MIIJIBHOCTI, 03-
HAKN TI€PUBE3UKATBHOTO HaOpsiky. Cesesinka
po3TaloBaHa THUIIOBO, 30ibllleHa B PO3Mipax —
100x37x107 ™M, koHTypu uitki. [ligmaysko-
Ba 3aJ1032 He II0TOBIIIEHA, 3BUYAHUX PO3MIpiB,
OIHOPIZHOT MIibHOCTI, 6€3 BUIUMKUX BOTHHUIIE-
BUX 3MiH, IIPOTOKa 3a71031 He posumpena. Hup-
KM pO3TallloBaHi THUIIOBO, 30isbineni (TpaBa —
30x41x80 mm, miBa — 48x45x108 mMm), KOHTYpHU
HUPOK YiTKi, TapeHXxiMa MoToBIIeHa 710 24 MM, KOp-
TUKO-MeyJigpHa AudepenItiailis He 4JiTKa, opy-
1IeHa, nepdysis 3HUKeHa, IOPOKHUCTA CUCTEMA He
nedbopmoBaHna, He po3inpeHa. Ekckperopna ¢hyHK-
it HUpoK 36epeskena. CevoBOM HE PO3IIUPEHI,
6e3 maToJOTiYHNX BKJIIOUeHb, HagaupHuku posra-
MOBaHI TUITOBO, 3BUYAHOI (pOpPMHU, HE TIOTOBIIEHI,
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fJED Center NOVC

Ex: 14415
Venous Phase dhdy 4.0 CE__ 4l

Acqg Tm. 11:45:55.55(

Cor: P17.0
W/enous\Phase\Corona

Mag: 1.0x

100.0 kV

67.0 mA

Tilt: 0.0

ET: 500.0 msGP
GP: s

S: mm/s
SPR:
Lin:DCM /
W:313 QDFOV: 28.1 x 29.1¢cn
Puc. 1. Komn’totepHa Tomorpadid opraHiB 4YepeBHOl
MOPOXHUHU. Y NapeHxiMi NediHKM HasBHI rinepexoreHHi
BKJIKOYEHHS

CM/1d:ID

6e3 BUANMUX MATOJOTIYHUX yTBOPiB. JliMmparnani
BY3JIM 3a0Y€PEBUHHOTO IIPOCTOPY IIPEa0PTAIbHO
Ta MapaaopTaJbHO CIIPaBa, a TAKOXK MEePUIIOPTATIb-
HO YTBOPIOIOTb KOHTJIOMEPAT TPOTSKHICTIO IET0
BUIIIE BiJl PiBHS BiJIXO/[’KEHHS YePEBHOTO CTOBOYpa
10 PiBHSI HUPKOBUX apTepiii, po3amipamu 25x18 mm.
BisibHOI pifiiHU B UepeBHill TOPOKHUHI HE BUSIBJIE-
HO. M’gIKi TKaHWHU YePEeBHOI CTIHKKM — 6e3 0c00JI1-
Bocreli. KoHTypr ceqoBoro mMixypa 4iTKi, CTIHKH He
MOTOBIIIEHI, TTATOJIOTIYHUX YTBOPIB y MOPOKHUHI
CeYOBOTO Mixypa He BugBjieHo. [lomipHa Kijib-
KiCTh PIIMHHOTO BMICTY B JIyTIJIaCOBOMY IPOCTOPI
ToBIMHOIO 710 9 MM. JKupoBa KJiTKOBUHA IMapa-
PEKTaJIbHOI Ta CiIHUYHO-TIPAMOKHUIIKOBOT AMKUA —
6e3 ocobmBocTell. Buaumi Biamiinm KuieyHu-
Ka — 6e3 ocobsmBocreit. 36iableHUX JiMbaTid-
HUX BY3JIiB Y IOPOKHUHI Ta3a He BusABJeHO. KicT-
KV Ha PiBHI CKaHyBaHHS — 0e3 BUIMMUX O3HAK
nectpykiiii. BucHoBok «baratoBornuiieBe ypa-
JKeHHsI TIeYiHKM. 3aodepeBUHHA JliMpazeHonarisi.
CrurenoMerastist. 30iJbIIeHHST PO3MIPiB Ta 3HU-
KeHHs1 riepdysil mapenxiMu 000X HUPOK» (puc. 2).
[TarosioriyHMX 3MiH rOJIOBU, OPraHiB IPYAHOL KJIiT-
KU Ta MOPOKHUHU Ta3a He BUSIBJICHO.

Y nunaMiii B JiBYMHKM BiZ[3HAYEHO HApPOCTaH-
HJ PO3MIpPIB JKMBOTA 3a PaxXyHOK remnato- (+8 cm)
i crmeHoMeranii (HWKHIN Kpall cesle3iHKU csiTae
Kpato KiIyOoBOi KicTKu). Y IUTHHU i3 TemaToc-
mieHoMeramieo, HedpoMeramieo, MHOKUHHIMEA
yTBOpaMU B TIApPEHXIMi TIeYiHKH, 3a04ePeBUH-
HOIO JiM(aieHotaTiero, y reMorpami TpoMOOIIH-
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Aquilion PRIME WED Center NOVO
E

Acq Trri 11:45:55.550

VenousiPhase\Coronal
664 x 664
FCO7

100.0 kV
67.0 mA
Tilt: 0.0

ET: 500.0 msGP:
GP: s
TS: mmis

SPR:
Lin:DCM / Lin:DCM / 1d:ID

TR YN T

Puc. 2. Komn’totepHa Tomorpacbiﬂ opraHiB YyepeBHOI
MOPOXHUHN. MHOXMHHI BOrHULLEBI YTBOPW B MapeHXiMmi
neviHkK, crnyieHoMeranis, 306inbleHHs Po3MipiB i nopy-
LeHHsa nepdyaii napeHxiMm HNPOK

TOTIEHIEI0 (K TPOSB TIMEPCIJIEHI3MY), TPSIMOIO
rinep6isgipybiHeMiero, BUCOKUM 3HAQUEHHSIM
JIO, ADII, rinoryikemieio (KOJUBAHHS TJIOKO3U
KpOBI 1,34-1,9-2,2-3,6 MMomb/01), 3 TIPUBO-
1y KOl auTuHa 1epeOyBajia Ha IiI01000BIN iH-
dysii 10% po3unHy IJIIOKO3H, TIONpOTeiHEMIEID,
BTOPMHHOIO KOATryJIONATIE0, Y IMHAMIIlI HAPOCTaH-
HSIM TIPOSIBIB II€YiHKOBOI HEZOCTAaTHOCTI, Hapo-
CTaHHSM TeNaTOJIEHATBHOTO CUHJIPOMY, TTPOBEJIE-
HO ndepeHiiny JiarHoCTUKY MizK MeTaboIIYHUM
1 HEOTIITACTUYHUM TTPOTIECOM, He BUKJIIOYEHO MOJK-
JIUBICTh TIOEAHAHHS JIBOX TIPOIECIB OIHOYACHO.
3 Metoro audepentiianii OyJI0 3alJIaHOBAHO TIPO-
BecTH OIOTCII0 TIEYiHKU Ta HUPOK, MPOTE y 3B’513-
Ky 3 BTOPUHHOIO KOAryJONaTi€l0 Ta BUCOKUM
PU3UKOM KPOBOTEYi iHBa3WMBHI BTPYYaHHSI BiJI-
TepMiHOBaHi. 3a TSKKICTIO CTaHy JUTHUHI TpU3Ha-
YEeHO TIePeJIMBAHHS CBiKO3aMOPO’KEHOI IJIa3MU
Ne 10, eputpomacy Ne 1, kaHaBiT, TpaHekcamo-
By KucJoty. [IpoBeseHO BelmKuii criekTp obcTe-
JKeHb Ha BUSBJIECHHS MeTaOOJIIYHMX 3aXBOPIOBAHb.
Bpaxosyioun HeGe3neKy iHBa3MBHUX MaHIILyJisi-
il [/ JKATTS IATHHU, BUPIMIEHO OOMEKUTHCS
KOHCEPBATUBHUMH METO/IaMU  JIOCTI/PKEHHS 110
crabimizartii crany. 09.07.2021 B3sTO KpPOB 151
MOJIEKYJISPHO-TEHETUYHUX JTOCTI/IDKEHb Ha MeTa-
6ostiuni 3axBopioBaHHs B tabopatopii «INVITAE»,
CIIA. Busnauyenns piBHIB (eHinmananiny, ypu-
HOJII3UC, HA CIEKTPOMETPII0 aMiHOKHUCJIOT, aliyJ-
KapHITHHIB, CyKIIMHaJIaleTaTiB. EH3nMaTnyHa ak-
TUBHICTh GeTa-TIIoKOoIepedpo3nIasn — y MesKax
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Hopmu (14,4 Mmmosb/i1/T). [liarnos Xsopo6u Torre
ta @abpi we mixrBepmxeno (09.07.2021). Ckepo-
BaHO /10 TeHeTryHOI abopaTopii «OXMAT/IUT»,
M. KuiB. 3a pesymasratammn (13.07.2021) mocuri-
JUKeHHS B HAZITaHOMY 3Pa3Ky KPOBi BUSIBJIIEHO 1TOPY -
HIEHHS BMICTY METIOHIHY, TUPO3UHY, CyKIIMHUJIAIle-
TOHY, 1110 MOKE CBI/IYUTU HA KOPUCTH TUPOIUHEMI].
Pesynpratn  MOJIEKYJISPHO-TEHETUYHUX  [I0-
chimkenb y saboparopii  «<INVITAE», CIIIA
(16.08.2021): BugABIEHO [Ba TATOTEHHI BapiaH-
tn, igentudikoBani B FAH-reni ¢.1069G>T
(p.Glu357*) ta ¢.554-1G>T, sKki acomioiTbhCs
3 ayTOCOMHO-PEIeCMBHOI0 TUPO3UHEMIEI, 1 OJIUH
natorennuit FECH-ren ¢.315-48T>C (inTponiu-
HU) TeTepo3uroTHU (i3 HU3HKOI TEHETPAHTHI-
CTIO) BapiaHT, IO aCOIIIOETHCS 3 Ay TOCOMHO-PeEIle-
CUBHOIO €PUTPOIIOETUYHOIO TTPpoTOnopdipiero.

[log nopanbmioro sgikysamasg 20.07.2021 quru-
Hy niepeBesieHo 1m0 llenTpy opdanHMx 3axBOpIO-
Banb HJICKJI «OXMAT/INT», m. Kuis. Ha uac
nepeBe/leHHs. KOHCTAaTOBAHO HApOCTAaHHS Teraro-
(+8 cm i3-mix kpato pebepHoi ayru) i cruie-
HoMerasii (po3Mipu cele3iHKU —cATalu  KpU-
Jla 3MyXBUHHOI KicTkM). /lomaTKOBO BWKOHAHO
oOcTeskeHHs:  Helipoenactaza — 4,39  Hr/mu
(nopma — <15,7 ur/mi), ADIT — 10184,6 MO /ma
(ropma — <8,1 MO/mir), TUPOKCUH BIJIbHUN —
0,976 wur/ma  (wopma — 0,96-1,99 wur/mn),
tupeorpornnuii - ropmon — 1,7 mMxMO/ma
(nopma — 0,7-5,97 MxMO/mn), C-nentum —
0,659 ur/ma (mHopma — 1,1—4,4 Hr /M), KOPTH30J —
94,53 umoub /a1 (Hopma — 171,0-536,0 HMOIB/T).
3 21.07.2021 ckopuroBaHo Ji€ToTepariiio i3 BBe-
meHHsIM JrikyBaabHOI cymimi  «Comida Tyro»
Ta PO3IMOYaTo creliajabHe JiKyBaHHA HITU3UHOHOM
2 mr/kr o 10 mr x2, 3 23.07.2021 103y 3meHIeHo
mo 10 mr Ha no6y. Ha Tui slikyBaHHS cTaH MOJIT-
IIWBCS, 3MEHITUBCS TeNaTOJMIEHATBHUN CUHIPOM,
HOPMaJIi3yBa/ICsl MTOKAa3HUKHU TJIIOKO3H, BiICYT-
Hi HOCOBiI KpoBoTedui. OJHAaK Ha TJi JIKyBaHHSI
Hitusunonom 10 mr nHa 06y 3 09.08.2021 m0-
FIPIIAJIKCS  KOAryJOTiYHI ITOKa3HUKH, a TaKoX
IUTOTIEHIsT, y 3B’SI3Ky 3 UMM 03y IIperapary
30isbireHo 10 15 Mr Ha 100y 3 KJiHiYHIM Jlabopa-
TopHUM edexToM. /UTHHA NPONOBXKYE Clelu-

(iuny depmento- Ta gieToTeparmiio 3  TO-
3UTUBHUM  e(eKToM, [0/la€ B Maci  Tija.
3AK  (03.01.2022): Ep —  4,51x1012/x7,

I'o — 130 r/x, Jle — 8,08x109/x1, mefikorurap-
Ha dopmysa: m — 8%, ¢ — 26%, 6 — 0%, e — 1%,
a1 — 58%, m — 7%, Tp — 108 I'/n, IIIOE — 5 MM/
ro/l. YHOPMYBAJIUCSI TMOKa3HUKN KOAryJorpamHu,
riikeMii, piBerb 25-OH-D — 45 ur/mur.
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Oo6roBopeHHs

Tuposunemisi Tunt I (HT-1) — piakicue cman-
KOBE 3aXBOPIOBaHHS, CIPUYMHEHE MOPYIIEeHHIM
AMIHOKHCJIOTHOTO OOMiHY, 1OB’si3aHe 3 Ae(heKToM
0oOMiHY pPEYOBMH 1 TOpPYHIEHHAM MeTaboi3My
TUPO3WHY, MO TPU3BOAUTH O MEYIHKOBOI HEO-
CTATHOCTI 13 CYIYTHIMHU 3aXBOPIOBAHHAMU HUPOK
i mepBoBoi cuctemu [1,5,20,21]. Kniniuni cum-
MITOMU 3a3BUYAll TTOYNHAIOTHCS 10 2-PIYHOTO BiKY.
VY 6isbuiocti giteit 03HAKK TOCTPOI MI€YiHKOBOI He-
JIOCTATHOCTI Ta HUPKOBOI AUCHYHKINT 1e6I0TYIOTH
y Bimi 10 6 micarnis. HT-1 mosxna 3amigosputu B
HEMOBJIAT, KOJIM B HUX CIIOCTEPITA€EThCS TOCTPA
MEeYiHKOBA HEJIOCTATHICTD yKe Y Billl KIJIBKOX THIK-
HiB [4]. Y uacTuHUM miTell BifIMiYa€ThCsI HEOHA-
TaslbHa Tinorjaikemis 6e3 iHIIMX O3HAK HOPYILEH-
H (QYHKIII TeYiHKY, SKa MOKe TMBUIKO 3HIUKATH.
Y xBopux na HT-1 y Oyab-sikomy Bilti KoHcTary-
10Th HeBpoJsioriuni kpusu [4,8]. Ile BukiankaHo ne-
refepallieio akCoHiB, BTOPUHHOIO JIeMi€IiHi3aIli€o
i, MOKJIMBO, Ge3MocepeHbOI0 HEHPOHHOIO / CH-
HaIITUIHOIO AUC(hYHKITIEIO TIEHTPATbHOT HEPBOBOI
cuctemu. OCHOBHMMH O3HAKaMU HEBPOJIOTIYHO-
ro Kpusy € 0ijib, MOTaHO JIOKAII30BaHWIl y HOTAX,
1HO/lI — y *KUBOTIi, OCbOBMII 1 pO3rMHAIBLHUI Tillep-
TOHYC, MioTOHist (IHOAI TIPU3BOAUTH 0 HEOOXij-
HOCTI TIPOBEJIEHHS MITYYHOI BEHTWJIAIl JIeTeHb),
rinoHaTpiemisa (sIka iHO/II MOB’d3aHa i3 CyIoMaMMn )
Ta aprepiajibHa rineprensig. Y GaraTbox oci0 erri-
30/l YpasKEHHsI HEPBOBOI CUCTEMU TIEPEYIOTH a00
CYITPOBOJIKYIOTBCST  OJIIOBaHHIM ab0 KapTHHOIO,
CXO’KOI0 Ha KUNTKOBY HENpOXi/iHicTh [8]. Bucokuii
piBeHb THPO3WHY TOB'SA3YIOTh 13 3aXBOPIOBAHHIM
poriBku. Cy4acHa rirnoTesa 1oJsra€e B TOMY, 110 TH-
PO3UH KPUCTATI3YETHCS B €TITEMATbHUX KJIITHHAX
POTiBKH, MOPYIIYIOUM 1XHI JII30COMU i iHIIII0I0YN
3anajbHy BifOBib.-OdTaNIbMOJIOTIUHI YpasKeHHS
IIPU TUPO3UHEMIl IPOABJISIOTHCS TAKUMU CUMIITO-
MaMM: CJIbO30TeYa, CBITJI000S3Hb, MOYEPBOHIHHS
ta Oiab. Ilig yac Orjisigy BUSBIISIOTH II€HTPAJIbHI
JIeH/IPUTHI epo3ii porisku [19].

Y wgactuau xBopux Ha HT-1 cmocrepiraiorh
i30J1bOBaHy KoaryJomnariio abo iHII O3HAKU IUC-
(ysxkuii mevyiHkM, 3aXBOPIOBaHHS HUPKOBUX Ka-
HaJIBIIIB, TimodochaTeMivHNlT paxiT i BijicTaBaHHS
B PO3BUTKY. TSKKICTh 3aXBOPIOBAHHS HAPOCTAE
BiJl TIEUiHKOBOI AMCGHYHKIIIT Ta HEZIOCTATHOCTI TIPO-
TATOM MEPHINX MICSIIB JKUTTS 10 XPOHIYHOTO 3a-
XBOPIOBaHHSI 3 IUPO30oM Teuinku. Koarymomaris
€ PaHHBOIO O3HAKOIO, SIKA IPOSIBJISETHLCS HABITbH
6e3 1HIIMX KJIIHIYHUX O3HAK MOPYIIEHHS (PYHK-
il meuinku [4,5]. ¥ nirteit i3 HT-1 icuye Bucokuii
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pusuk po3putky I'TIK, 110 B yacTuHM maIieHTiB
MOKe OyTH TIEPUIUM KJIHIYHUM MTPOSIBOM, 3 IMPH-
BOJLy SIKOTO TIAIliEHT 3BEpHYBCS 0 Jikaps [5,7].
Y 37% xBopuXx, AKi B MUHYJIOMY TIEPEKUIN PYii-
HiBHi yckaagnennsga HT-1, BuHuKaiors remaromu,
mo yacto tpancdopmyorsbes B LK [29]. [TocTiii-
auii Mmoritopuar ADTT pekomeHIyI0TH STK 000B’s13-
KOBWUI CKPUHIHTOBUI TecT Jijis maiienTiB 3 HT-1,
OCKIJIBKM € KOPUCHUM iHANKATOPOM po3BUTKY ['TIK
[6]. ITpoTe minBuiienunii piserb ADII He € piarHo-
CTUYHUM KpuTepieMm i Bepudikarii HT-1 [6,33].
JlikapstM cutiit 6yTi 00epesKHUMU TPU iHTEpIIpe-
tarii nigBuitenux piuiB ADII y xiTeit paHHBOTO
BiKY, OCKIJIbKU I1€ 3a3BMYali HOPMAJIbHO TS 3710-
pPOBUX HOBOHapokeHux i € 3amuiikom ADII, oc-
HOBHOTO I[UPKYJII0I040T0 OijiKa y KpoBi mioga [6].
ADII mBUAKO 3HUKYETHCS IMiCJs HAPOKEHHS,
a 3HAYEHHS, IKi CTIOCTEPITAIOThCS B [IiTEH, XBOPUX
Ha HT-1, yacro nepesuntyiors y 10 pasiB nokasuu-
KU Y 3/I0POBUX HOBOHApOxKeHnX (<1 mic.).

Ha cporomni icHye edexTuBHEe Menu-
kaMeHTo3He JikyBanuga HT-1 i3 3acto-
cyBaHHAM 2-[2-HiTpO-4-TpudTOopMeTUIOEH30-
in]-1,3- nukjgorekcangauonom  (2-(2-nitro-4-
trifluoromethybenzoyl)-1,3-ciclohexanedione,
NTBC, nitusunon). JlikyBanus mae Oytu Gesrie-
pepsauM [10,16,24,28]. 3a pesyabsratamu J0CJIi-
JoKeHHs marfienTis nomyssnii Kebeky iz HT-1
BCTAHOBJIEHO, IO B JKOJIHOTO 3 HUX HE PO3BUHY-
Jlacsi TOCTpa HEBPOJIOTIYHA JIEKOMIIEHCAIlisd 3a
ymoBu notpuManns Teparii NTBC [16]. Oxpim
MeINKaMEeHTO3HOI I ITPUMKH, 000B’I3KOBOIO € CIIe-
1udivHa gieToTepais 3 00MeKeHHAM aMiHOKUCJIOT
deninananiny i Tuposuny [8]. HeobxinHo xoBiuHO
3aCTOCOBYBATH HU3BKOOILIKOBY JII€TY, @ B TOCTPO-
My 1epiomi — 6e3061IKOBY, 10 HOpMaJi3allii BMiCTy
CYKIMHIaeToHy B cedi Ta/abo B Kposi. Ilosi-
JIOMJISIETBCS TIPO HAJINHI JI0Ka3U, 1110 i TBEPIIKY-
101h 38’130k NTBC Ta mieroreparii 3 moMiTHUM
samkennsM vactotn [HK (y <1% miteii, sxkimo
Teparrisi podnodaTa 10 1-ro poky, y 7% XBOpUX —
y Bimti Bizx 1 10 2 pokiB, y 21% 0ci6 — BikoM Bif 2 10
7 pokiB, y 35% — Biz 7 pokiB xutTs) [8,30].

Oxpim rinodocdaremivHoro paxity Ta ap-
TepiajbHOI TiNepTeHsii, sKi MOXYTb BUHUKHYTHU
Ha TI0YaTKYy TIIpoIlecy 3axXxBOPIOBaHHS, BijgaseHi
VCKJIQHEHHSI ~ BKJIIOYAIOTh  TJIOMEPYJIOCKIIEPO3,
He(POKATBIITHO3 Ta XPOHIUHY HUPKOBY HEOCTAT-
HicTb [20,24,28]. ¥V namienris i3 HT-1 psag Buennx
CITOCTEPITAa€ PO3BUTOK TirmepTpodiuHoi Kapmaiomio-
natii (F'KM) [3,22,25]. Beaxkaerbcsl, 110 ii po3Bu-
TOK TI0B’SI3yI0Th 3 1HriOyBaHHAM MOPHOBITIHOTEH-
CUHTA31 MiOKap/Ia, 1110 TPU3BOAUTH JIO i IBUTIIEHHSI

piBHST O-aMiHOJIEBYJIIHOBOI KHCJOTH, SIKA MOJXKE
6yTu kapaiotrokcruHo. CepiieBa TOKCUYHICTD ca-
MOI TinepTupo3uHemMii He Bijjoma. [Ipumnyckaernes,
0 ypakKeHHs MeYiHKU MOXKe CHPUYMHATH 306i/b-
MIeHHS CepIieBOTO BUKHULY, TUM CAaMUM ITPOBOKYBa-
1 po3Butok 'KM. IIpo kapaiomionariio #izeTbes
MEePeBaKHO B 3aITyIEHUX BUTQ/IKAX i3 XPOHIUHUM
3aXBOPIOBAHHSM IEUiHKHU, & TAKOXK Yy IITe MOJIO/I-
moro BiKy 3 roctpum mepebirom xpopobu. KM
Mozke Oy TH PiZIKICHOTO 3HAXIZIKOIO Y PAHHBOIIarHO-
CTOBAaHUX BUIA/IKaX, SIKUX JIKYIOTb 3a JIOTIOMO-
roio NTBC. ¥ 6inbmiocti Bunazakis miaraos KM
BCTAHOBJIIOIOTH IIJIIXOM PYTHHHOTO 00CTEKEHHS
cepig 3a gornomoroto Exo-KI' ta EKT a6o mig yac
aptoricii. 3a pesysbratamu Exo-EI Bugsisgerbcs
JBOILIYHOYKOBA TirepTpodist i/ab60 rinmeprpodis
MIKILTYHOUKOBOI mieperopoaku [22]. N. Andre Ta
criBaBt. (20035) crioctepiranu 1oBHE 3HUKHEHHS
KM micng mouatky mikyBanas NTBC [3]. Tla-
uientu 3 HT-1, aki ne orpumyiors NTBC, MmoxyTb
MaTH TilepIia3ito OCTPIBIEBUX KJITUH MiJILITYH-
KOBOI 3aj1031. Y OLIBIIOCTI XBOPHMX TaKi 3MiHU
Oy MATOJIOTIYHOI0 3HAXIAKOIO 111/ 4aC PO3TUHY.
BBaskaerbed, 110 enizonu rinorsiikeMii B iTen i3
HT-1 BuHMKa0Th BHACIIOK TTOPYyIIEeHHS (YHKIT
nedinku abo rimepincysinismy [8]. Bes marorene-
TUYHOTO JIIKYBaHHS Ta jiieToreparii mporno3 HT-1
e nectipustivsuM [34]. TIpu rocrpomy 1epebdiry
[T MOXKYTb TIOMEPTU Biji MEYiHKOBOI HEJOCTAT-
HOCTI y Bitli 710 1 poky (cepemniit Bik — 6—8 mic.).
[Tpu xpowniuniii popmi y 40% XBOpUX PO3BUBAETD-
ca I'lLK, nupos neuinku [29,33]. bes sikyBanns ta
JieToTepariii TPUBAIICTD JKUTTSI XBOPUX HE TIEPEBU-
IIy€e B cepennboMy 15 pokis [5].

Otxe, Mg AOCATHEHHS ONTUMAJIBHUX [[OBTO-
CTPOKOBHX PE3YJIBTATiB MOTPiOHE paHHE BUSBJICH-
Ha xBopux Ha HT-1 miteit i3 3acTocyBaHHIM HEO-
HATAJIBHOTO CKPUHIHTY Ha OpgaHHI 3aXBOPIOBAHHST
[1,23,27,31]. Takuii ckpUHIHT 3arTpPOBA/KEHO Ha-
kazoM MOJ3 Ykpainnu «IIpo 3abesnedeHHst posiim-
PEeHHSI HeOHATAJbHUX CKPUHIHTOBUX MPOTPaM LI
HOBOHAPOJKEHUX JIJIsT CTBOPEHHS HOBOI CHUCTEMU
HEOHATaJbHOTO MAcOBOTO CKPUHIHTY B YKpaiHi»
[23]. Ha yac Bepudikauii giarnosy HT-1 y namoi
HaieHTKy He OYJI0 IePsKaBHOT TPOTPAMK PAHHBOTO
HEOHATAJIBHOTO CKPUHIHTY XBopoOu. Tomy 3 orJisiy
Ha HasIBHICTH TeNaToCIJieHOMeTaii, Hehpomeraitii,
MHOXWHHUX YTBOPIB y IMapeHXiMi NediHKu (CXO0XKi
yTBOpHU B napenximi meuinku npu HT-1 ommcano B
nyosikamii H.N. Ozcan Ta cmiBasr. (2019) [26]),
3a04epeBUHHOI JiMpasieHonaTii, aciuTy, MPosiBiB
reMOparivHoro XapaxkTepy — PelnuIuBHUX HOCO-
BUX KPOBOTeY, aHeMii, HEUTPOIleHii, MOHOITUTO3Y,
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TPOMOOIUTOTIEH]T, IPsAMOI rinepOimipyOinemii, Bu-
cokux 3HaueHp JIDO, ADII, rinoraikemii, rimormpo-
TeiHeMil, BTOPMHHOI KOAaryJiomnarii, HapoCTaHHI
B JIMHaMilli TPOSIBIB IEYIHKOBOI HEOCTAaTHOCTI
Ta TeNnaroJliEHAIBHOTO CUH/IPOMY, TTPOBEIEHO [IN-
dbepeHIiitHy IiarHOCTUKY MiX MeTabOiqHIM
i HEOTIITACTUYHUM TIPOTIECOM, He BUKJTIOUE€HA MOJK-
JIUBICTH IMOEIHAHHS JBOX MpolieciB. Paxitomnoxioni
3MiHM cKeJsieTa (BasibrycHa jedopMallis HUKHIX
KIHI[IBOK) 1TOTpeOyBaIu BUKIIOYEeHHS Tirmodocda-
Tasii, npu skiit au3pkuil pisensb JIO Ta dochopy
B cuposarii [15]. ¥V HaBemeHOMy KIiHIYHOMY BH-
MaJIKy BCTAHOBJIEHO HU3bKUI TIOKa3HUK (hochopy
Ta 3HavHe TijBuNeHHs 3Hadenns JID, He BusiBIe-
HO sledinuTy BiTaMminy D (HyTpIiTUBHOTO Ta TeHe-
TUYHO 0OYMOBJIEHOTO), a HaBIIAKU, BiMiU€HO CyT-
TEBE MMIBUTIIEHHS 1OTO TTOKa3HnKa. Bepudikaitiio
HT-1 y namoi marieHnTKr TpoBeleHo BiJMOBiI-
HO /IO YCiX MiKHApOJHUX CTaH/AAPTIB Ha ITi/ICTaBi
CITEKTPOMETPil  aMiHOKHCJIOT, alWJIKapHITUHIB,
CYKITMHAJIAIETATIB 1 MOJIEKYJISIPHO-TEHETUYHOTO
JOCTIIKEeHHS, sKe TOJISTaE Y BUSABJIEHHI MyTalliil
y reri FAH, mo koaye dhymapuaneroareraTriipo-
nasy [1,2,5,8,9,11]. Hamu BusiBiieHo Ba maToreHHi
Bapiantt B FAH-reni ¢.1069G>T (p.Glu357*) Ta
€.554-1G>T, sKi acoIlIoIThCS 3 ayTOCOMHO-Pe-
IIeCUBHOIO THUpo3uHeMi€o. HaBenennit KiiHiqHIIA
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