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Tvpo3nHeMist € piakicHMM MeTaboni4HKM 3axBOPIOBAHHSM, fKe BMHMKAE BHACNIAOK NOPYLIEHHs MeTaboniaMy aMiHOKUCAOT i Moxe nepebiratu
Mif «Mackamu» Pi3HKX 3axBOPIOBaHb, AEOKTYIOHM B AITEN PIZHOrO Biky reMopariyHiM CYHOPOMOM, renatonieHanbHUM CUHOPOMOM, Tinori-
KeMieto, paxitonoaibHM 3axBOPIOBAHHAM, NEPUMEPUIHOIO HENPONATIED, 3MiHaMK B reMorpami ToLLO.

Kniniunuii BUnagok. OnvcaHo 3axBOPIOBAHHSA B AIBYMHKM BIKOM 1 ik 7 MICALLIB, LLO CyNPOBOAXYBANOCH PELMANBHVIMI HOCOBMMMN KDOBO-
TeYamMu, 9Ki CTasv NPUYUHOIO 3BEPHEHHS 0 remartonora. [1ig,4ac ormagy BUABNEHO renartoMerasniio 3 NopyLIEHHAM MyHKUIT NeYiHKK (rinonpo-
TeiHeMis, TprBana pes3ncTeHTHa MNoMmikeMis, koarynonaris) i3 PO3BUTKOM XPOHIYHOI NEYiHKOBOI HEAOCTATHOCTI, aCUMTOM Ta CheHoMerasnieto
3 03Hakamu rinepcrnneHiamy, acumt, Hedpomeranito. MNposeaeHO AndepeHLInHY AiarHOCTUKY MK OHKOreMaTtonoriYH1UM NpoLecoM, Mienoamc-
MNACTUYHUM CUHAPOMOM | MeTaboNiYHM 3axBOPIOBaHHAM. BeprdikoBaHo TrpoaunHemio Tuny 1 (hereditary infantile tyrosinemia — HT-1) 3a
CYKYMHICTIO KNIHIYHKX | BIOXIMIYHVIX, MONEKYNAPHO-FEHETUYHIX AOCNIAXEHb. Bepudikaljio 3axBOpioBaHHA BUKOHAHO Ha MiACTaBi CNekTpome-
TPIl aMIHOKMCNOT, aUMIKaPHITUHIB, CyKLMHaNnaueTaris i MONeKyNIapHO-FTEHETUYHOIO JOCIOXEHHS. MONEKyNapHO-reHETUYHNMI OOCTIOKEHHS-
MK, nposeneHnmu B nadoparopii «INVITAE» (CLUA), BMSBNEHO OBa naroreHHi BapiaHtu, ineHtudikosaHi B FAH-reri ¢. 1069G>T (p.Glu3577*)
Ta ¢.554-1G>T, aki acoujioioTbCa 3 ayTOCOMHO-PELLECUBHOIO TUPO3VHEMIEIO.

3BEpHYTO yBary Ha BaxvBiCTb ANdEpeHLLiMHOI AiarHOCTUKN LUbOro opdaHHOro 3axBopioBaHHA. JeTansHo onmMcaHo cnocib natoreHeTUYHol
Tepanii HT-1 i3 3aCTOCYBaHHSIM 3apeeCTpOBaHOro B YkpaiHi nikapcbkoro npenapary HitnanHoHy (opdaanny), cneuianbHol AIETU 3 HU3bKUM
BMICTOM (beHinanaHiny / TMposuHy, L0 MaloTb BUPAXEHY NO3UTUBHY KNIHI4HY Ai0 Ta 3anobiraioTs GOPMYBaHHIO HENOMPaBHX IHBATIAN3YIOHMX
poananis. HaronoweHo Ha HeoOXiAHOCTI paHHbOI AiarHOCTVIK HT-1 Ta nigtprmaro iHidjatey MO3 YkpaiHi Wwoa0 nnaHoBOro HeoHaTanbHoro
CKPUIHIHIY OpdaHHrX 3axBOPIOBaHb, 40 Nepeniky gknx BXOAWTb HT-1, OCKiIbKM BHACHO pO3noYare fikyBaHHA NONINWYE AKICTb XUTTA NaLIEHTIB.
JocnioxeHHs BUKOHaHO BiANOBIOHO A0 NPUHLUMNIB [eNbCIHCLKOI Aeknapali. Ha npoBeaeHHA AOCNIOKEHb OTPUMAHO iHOOPMOBaHY 3rofly 6aTs-
KiB ANTUHW.

ABTOPW 3aABNAI0TE MPO BIACYTHICTE KOHPAIKTY iIHTEPECIB.

KntouoBsi cnosa: renarocrnneHomMeranid, Hedpomerania, TMpo3uHemid tin 1, aim.
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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.
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Beryn

MpO3WHEMid — 1€ PIiJIKICHE ayTOCOM-

HO-pellecuBHE 3aXBOPIOBaHHS, I0B’s3a-

He 3 sieheKTOM OOMiHY PEYOBUH Ta TIOPY-
IIEHHAM MeTaboi3My THPO3UHY, 110 TIPU3BOAUTH
/10 HAKOTIMYEHHS TUPO3UHY 1 TIOXiJTHUX Ta BIJINBAE
Ha JKUTTEBO BAKJIMBI Opranu naiienTa. [Ipu nbomy
3aXBOPIOBaHHI ypaKylOThCsl IIePeBaKHO IIeyiHKa,
HUPKH, MiAIUTYHKOBA 3a7103a, 4acTO cliocTepira-
I0TBCSI HEBPOJIOTiuHI nopymienns [2]. Bigomi tpu
tunu tuposunemii: tun 1 (hereditary infantile
tyrosinemia — HT-1) ypaxye 1 3 100 000 oci6
y BcboMy cBiTi [1,2,8], Tun II (cunapom Pixuepa—
Xanxapta, Richner—Hanhart syndrome) sycrpi-
yaerbes B 1 Ha 250 000 oci6 [2,18], a Tum 111 € Haii-
Gibir pigkicaum Tumom [2]. HT-1 takox Bigoma
SIK TeTaTOPeHATbHUI THPO3NHO3, € Ay TOCOMHO-Pe-
IECUBHUM  3aXBOPIOBAaHHSM, sKe CIPUYNHEHE
nedinmuToM (dymapuialeroaneTasu, 1o MpU3BO-
JWUTH JI0 HAKOMMYEHHS TOKCHYHUX MeTaboJIiTiB
dbymapuaneroanerary (fumarylacetoacetate —
FA), wmaneitaneroareraTy Ta CYKIUHIJTAIETOHY
(succinylacetone — SA), 3yMOBJIIOIOYM IIPOrpe-
cyloue ypaxkeHHs Tedinku, cuHapomy @DaHkoHi
ta/abo paxiry [9,20]. HT-1 moxe 6yTtu roctpoio
(mepmri KibKa [JIHIB JKUTTS), KOJU OCHOBHUM
IPOSIBOM XBOPOOU € TI€YiHKOBA HEIOCTATHICTD;
migrocrpoo (6—12 wicamiB), Koam AiTH Ma-
I0Th IePeBakKHO HUPKOBI CUMIITOMU abo paxir;
1 XpoHIYHOIO (YacTilie 3yCTPIYa€ThC B TOPOCTO-
My Bitti) [12]. 3acrocyBanss 2-HiTpo-4-TpudTop-
MeTnaben30i-1,3-nukmorekcatnmiony  (2-nitro-
4-trifluoromethyl-benzoyl-1,3-cyclohexanedione,
NTBC) six MeTomy JiKyBaHHS CTAJIO aJTbTepPHATH-
Boto TpaHciuranTaiii nedinkun. NTBC 3amobirae
HakonmyenHio FA Tta iioro meperBopeHHio B SA.
Y BuacHo HemikoBanmx aitert i3 HT-1 3poctae
PU3MK PO3BUTKY TelaTOIeJI0JSPHOI KaplUHOMU
(T'TIK) Ta migBuiyeTbcs piBeHb cMePTHOCTI [ 28].

Kiainiuynuii BUnazjox

JliBunnka BikoMm 1 pik 7 MmicsIliB 3BepHYyJIacs
30.06.2021 no rematosiora 3i ckapramMu Ha HOCOBI
KpPOBOTEY.

ocaizkeHHd BUKOHAHO BiITIOBIJITHO JI0 TTPUH-
uuiis  Tesabcinebkol peksapaiiii. Bix  6arbkin
MalieHTKN OoTpuMaHo iH(GOPMOBaHY 3TO/AYy Ha
myOJTiKaIlio 1bOTo 3BIiTY PO BUIAOK i Oy1b-IKUX
CYIIPOBITHUX 300pa’keHb.

AnamHes xBopoOu: 3i ¢/1iB MaTepi, 6113bKO 2 Mi-
CAIIB TOMY 3’SBUJIMCS TIEPIOIMIHI HOCOBI KPOBO-
Tedi, IPOTATOM OCTaHHIX 4—5 16 — i3 HapocTaH-
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HAM. 3a pe3yJbTaTaMH aHamii3y KPOBi B AUTUHU
BUSBJICHO aHEMIIO Ta TPOMOOIUTOIIEH 0. AHAMHE3
JKUTTS: [uTuHa Bi | matosoriyiHol BariTHOCTI, 11e-
pefluacHe CTApiHHSA TIAlleHTH Ha 22-My TUXKHI, 1
aprepist, MaTH iepebyBasia Ha miaTpumin. Maca tia
npu Hapokenni — 3100 r, ruTnHa po3BUBaIacs
no6pe. AHaMHE3 aleproJIOTiyHuil He O0TSKEHMIA.
[TepeneceHnx 3axBopioBaHb He Oys0. Y paHHBO-
MY Billi /[larHOCTOBAHO HENIEPEHOCUMICTh JIAKTO3H1
(renotunt C/C). Ilpodinaktuuni 1menieHHs —
3a kasengapeMm. CHagkoBuil aHaMHe3 He 00TsKe-
Huil. Jlani 00’€KTUBHOTO 0OCTEKEHHS: CTaH TSKKUI
Ha MOMEHT TroCIiTasi3allii 10 Bii/iilJIeHHsI reMaToJI0-
rii Ta inrencusHoi Ximioreparii KHII JIbBiBCchKOT
obsacHOT pajin «3axiJHOYKPATHChKUIT crieriati-
30BaHUU AUTIYnil MeanyHuil entp». [IkipHi mo-
KpUBHY OJIi10-’KOBTI 13 CipyBaTHM BiZITIHKOM, YHCTI.
Cynunana MambopMaliiss — Ha 4oJii Ta Tepexicci.
linorpodis I ct. Maca tia — 9,8 kr (6=5), 3picT —
79,5 cMm (6=25). Cturmu guzeMbpioreHe3y: BUCOKE
miiHeGiH S, aHOMaJIbHE CIOBiJIbHEHE MPOpi3yBaH-
Hs1 3y6iB. Ocaurii (-). [Tepudepuuni simboBysan
He 36iabieni. Haz ierenssmMu — 1myepuibHe AnuxaH-
H, yacToTa quxaHHs — 24/xB. Tonu cepiis 3Byd-
Hi, 9acToTa ceprieBux ckopodeHb — 126/xB. Ap-
tepianbauii Tuck — 90,/50 MM pr. cT. JKuBiT M’ sIK A,
He 6oJIIoUnii, 301JIbIIEeHNIT Y po3Mipax, mediHka —
+2,5 M, cestesinka — +3,0 ¢M 3-11i1 Kpaio pebepHoi
ayru. KictkoBo-cyriioboBa cucrema: BasbIyCHa
nedopmaris HKHIX KiniiBok. OO6Bijg rojgoBu —
44 cMm (6=25). MeninreasbHi CUMITOMU BiCyT-
Hi. Bunoposxuennsi copmonani. Ilcuxoemorriii-
HUM PO3BUTOK BiAITIOBiIa€ BiKy. 3araJbHUI aHAIi3
kpoBi (3AK): eputportutu (Ep) — 3,47x1012/7,
remorsiobin (I'6) — 101 r/mx, neiikoruru (Jle) —
9,36x109/n, neiikommrapHa ¢GopMmysa: MaTUIKO-
sanepui Heitrrpodimu () — 1%, cermeHtosiiepHi
(¢) — 2%, 6asodinbHi (6) — 0%, eo3uHOMiIb-
Hi (e) — 1%, aimdorut (1) — 49%, mMoHou-
™ (M) — 26%, Tpombormt (Tp) — 82 T/x, mBuz-
kicte ocimanmst epurporutis (IIIOE) — 5 mm/ron,
Bioximiuauit anamniz xkposi (BAK): amaninamino-
tpanchepazsa — 33,4 MO/n, acnapratamino-
TpaHcsgepasa 81,2 MO/n, ramma-riytami-
TpaHchepasa — 64,8 MO /i1, 3arambaunii 6itipyOin —
44,3 MKMOJTB/JT, IPSIMUIA — 25,2 MKMOJIb /1, aMiJjia-
3a— 31,2 Mr/cJ1,3araabHuii 610K — 58,5 1/J1, ab0y-
MiH — 43,6 r/u, xamiit — 3,6 MMOJTb/J1, HATPilt —
139,9 mmoub/71, cedoBuna — 1,9 mmouss/J1, Kpe-
atuHiHn — 26,0 mxmonb/n, dbeputun — 36,2 Hr/
MJI, 3aJi30 CHPOBATKH KPOBI 8,7 MKMOJb/ 1,
rIoKo3a — 5,59 MmoJib /11, C-peakTuBHUIN OiT0K —
<6,0 mr/a, kpeatunkinaza — 76,0 MO/xa, nyxxna
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docdarasa (JIO) — 5077,0 MO/n, kanbiiii —
2,26  MMOJb/JN,  Kajblliii  iOoHI30BaHWN  —
1,35 mmoab/a, hochop — 0,69 mmosb /i1, mapat-
ropyon  — 941  mmoms/n,  25-OH-D  —
>150ur/™mi1, maruiit — 0,87 MMOJIb /71, XOJI€CTEPUH —
2,81 mmoub/m, Tpurminepuan — 0,78 Mmomb /i,
ceuoBa kKuciaora — 76,0 MkMoub/J1, anbda-bdero-
npotein (ADIT) — 33762,0 MO /mu, domieBa Kc-
jgorta — 9,8 ur/mi, Bitamia Bia — 437,0 Mot /11,
nepysaomiazMia — 9,0 mr/a7, anbda-1-aaTuTpur-
cun — 187,0 mr/mia, TUPEOTPONHUNI TOPMOH —
3,63 MKkMO/mn. Kaitunnuii Ta TyMOpaJbHUI
imyriTer — y wHopmi (IgA — 120,8 mr/100 wmu,
IgM — 73,9 mr/100 mu, IgG — 781,7 mr/100 M,
IgE — 18,2 Mo/m; CD3 — 56%, CD4 — 30%,
CD8 — 19,0%, CD19 — 23,0%, CD16/56 — 10%,
xesmepu/cynpecopu  — 1,5%). Koarymorpama:
AKTMBOBAHUN YaCTKOBUI TPOMOOILIACTHHOBUI
vqac memiana (Med) 51,2 (minimym (Min) 27,3 —
makcumym (Max) 58,8) cek., mporpombiHOBHIIT
qac Med 25,4 (Min 19,0 — Max >120,0) cek.,
nporpombinosumii ingexkc Med 50,5 (Min 42,0 —
Max 66,0) %, dibpurorer Med 2,1 (Min 1,55 — Max
2,58) r/11, MizKHAPOHE HOPMALI308aHEe BiTHOTIEHHS
(MHB, INR) Med 1,85 (Min 1,58 — Max 2,50).

3 Merow 3amepevyeHHs reMo0JacTo3y  Ta
Mi€JIOIUCIIJIACTUYHOTO CUH/IPOMY BHUKOHAHO ac-
mipalfiiiHy Ta TpenaHaiiiiHy 6ioIcifo KiCTKOBOro
MO3Ky. Miesorpama: IyHKTaT HOPMOKJITUHHUIA,
[PUCYTHI yCi TTAPOCTKU TeMOIIOe3y, HeOIIacThy-
HUM TIPOIlECOM He YypaxkeHuil. Epurporioe3 —
14,0%, 1 — 32,7%, wmienoruru (mi)) — 4,0%,
metamienonutu (Mmtmir) — 0,3%, 1 — 16,0%,
c— 27,0%, e — 0,7%, 6 — 0,3%, m — 2,7%, Osa-
ctu — 2,3%. llonimepa3Ho-JIaHIIOTOBI  peak-
il gocaigkenns excrpecii MLL rena 3 merek-
€0 B CHUCTEMi MIiKPOYITIOBOTO eJieKTpodopesy
«MultiNAMCE-202» (Shimandzu) — He BusiB-
JeHa. MosekyaspHO-TeHeTuYHe  JOCJi/IKeHHS
kictkoBoro Mo3ky MLL-rena: t(4;11)(q21;q23)
MLL/AF4,  t(11;19)(q23;p13.3) MLL/ENL,
t(6;11)(q27;q23) MLL/AF6, 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 BusBjieHO.
Mouanekyngpro-renetnune IIJIP  gocaippkenus
KiCTKOBOTO MO3KYy eKCIIpecii OHKOTeHIB i3 JleTeK-
1ieio B peasbHOMY 4Yaci: t(8;21)(q22;q22) AML1/
ETO, inv(16)(p13;q22) CBFB/MYH11 type
AED, t(9;22)(q34;q11) BCL/ABL — ne Buss-
JeHo. MoJeky s pHO-IIUTOTeHeTUYHE JTOCJTi IZKEH-
Hd KICTKOBOrO MO3KYy: He BusiBjIeHO MLL-rena,
KapruHa TiOpuzamsanii nuc ish (MLLx2) [100]:
He BUSIBJICHO jieJiellii 7—7q, KapTuHa riGpu/n3a-
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il nuc ish (D7Z1x)(7qterx2) [100]; He BusiBIE-
HO jeJenii 5p, 5q, KapTuHa Tibpuausallii nuc ish
op15.2(D5S23,D5S721x2)5q33-34(CSF1Rx2)
[100]; He BusiBIero nemnertii 17p13.1, kapruna ribpu-
musarii nuc ish 17p131(TP53x2) [100]; He BusiBte-
Ho generii t(8;21) (q22;q22), kaptuHa ribpuansarii
nuc ish 8q21.3(RUNX1T1x2)21q22(RUNX1x2)
[100]. IIarorictosioriuHe AOCJiJPKEHHS Tpera-
HobGionraris (07.07.2021): KicTKOBMIT MO30K Bij-
MoBi/la€ BiKOBil HOpMi. Mopdomnoriuaux o3HaK
XBOPOOU HAKOIMYEHHS B MeKaX MOCJI/IKYBaAHUX
TpermaHo6ionTaTiB He BUsIBJIEHO. TUM caMuM 3a-
TmepevyeHo JIeHKeMilo Ta Mi€IOANCIIIACTHIHUHI
CUHpOM. AHaIi3M cedi: 3arajJibHUii: KOJIP CO-
JIOM SIHO-3KOBTa, I1IPO30pa, peakiliss Kucjia, OiIoK
He BusiBieHuii, npoba (mp.) Cyskouya +, JelK
0—1 y moui 30py, cim3 +. Bmict deninananiny B
ceui — 1,0 mr/an (mopma — 0,1-3,0), pH ceui —
6,5, rinepamonoaruaypis (+), TOMOTE€HTE3WHO-
Ba kucjota (-) (merar.), mp. benenukra (+), mp.
Deminra (-), muHiTpodeninriapasun (JJHDT) (-),
mp. Cynkosuua (++), p. [aitHeca (++). Bipycomo-
riuni gocmimkennst Cito-test Hbs Ag (-), anti-HCV
(-) ta Covid Ag HeraTuBHI B MaTepi Ta JUTHHH.
Kas ma xomporpamy: KOJip >KOBTUI, KOHCHCTEH-
15T M'sIKa, 3armax 3BuJaiiauii, p. [perepca (+), mip.
Tpibye (-), kiaiTkoBuHa (++), KpOXMaJIbHI 3epHa
(++), HenepeTpaBJieHi M's130Bi BOJIOKHA (-), Tiepe-
TpaBJieHl M'd30Bi BOJIOKHA (-), JKUP HEUTpaJIbHUI
(+), sxxupni kucaotu (+), muma (-), Hom0Diahb-
Ha duopa (-), caus (+), KUIIKOBUN ermiTeniit (-),
gevikorutu (-), eodunodinu (-), kpucranu Ilap-
ko—Jleiimena (-), kpucranu Oinipy6iny (-), stifis
TJIMCTIB He BUABJEHI, HAUTIPOCTII He BUSABJEHI.
3imkpibu Ha rocrpuku Ne 3 He BusiBieHi. Ejek-
tpokapaiorpadis (EKI): meraGostiuHi mopyeHHs
B Miokapai. limokcis miokapna, TepeBaHTa)KeH-
HST TIepeIHbOOOKOBUX Bi/UIJIIB JIBOTO MIIyHOYKA
(JIL). Exoxapmiorpadisi (Exo-KT') (30.06.2021):
dpaxiis Bukuay miokapaa (OB) — 66%, Biakpu-
Te oBajJbHE BIKHO — 4—4,5 MM, quaramis JiBUX
KamMep, yIIiJbHeHu i motoBiennit miokapxa JIIII.
Crpykrypa i GyHKIS KJiamaHiB He TOpYIIeHa.
Bingnocua mitpaibha HenoctaTHictb. OyHKITIOHY-
foye OBaJibHEe BIKHO (MOXKJIUBUU JlepekT mixire-
pezcep/iHol iepeTrHKHW ). CUCTOMYHA 1 JiacTOMiu-
Ha ¢ynkmis JIIIT mobpa. HeBenuka KinbKicTb
HaJIMINKOBOI pigmHu B mepukapmi. (13.07.2021)
DB — 68%. IlomipHa mwiaraiiisi JIiBOro Iepej-
cepasd. JlmHamiuyHa HEAOCTATHICTb MIiTPaJbHOTO
KJanaHa. YaerpadBykoBa jiarHoctuka (Y 3/1):
nediHka He 30iJbllIeHa B po3MipaX, HUKHII Kpaii
npaBa vactka +20 mwm, jgiBa +50 MM i3-mig pe-

87



YUntamte Hac Ha caunTi: http://medexpert.com.ua

KAIHIYHMM BUTTAAOK

O6epHOI JIyTM, €XOreHHICTh IapeHXiMu 3BUYaii-
Ha, CTPYKTypa JApiOHO3epHUCTa, HEOIHOPIIHA.
Crpoma Te4iHKM He yIIliJibHeHa, He TOTOBIIEHA.
[TigmryakoBa 3aj103a — KOHTYP YiTKWUM, HE TIO-
TOBIIEHA, CTPYKTYpHO He 3mineHa. Ceseditka30ib-
IeHa, HUKHIH Kpail +25 MM i3-11i/1 pebepHOi TyTH.
Y napeHnximi iediHK1 MHOKMHHI HETiTKO BUPasKeHi
rinepexoreHHi BKJIOUeHHSI OKPYTJoi ¢hopmu fia-
MeTpoM 10—12 mm. JKoBuHUIT MiXyp CKOpoYeHUN
micsist BkuBaHHS 1Ki. CedoBHIT MiXyp aKyCTHUUHO
nposopuii. CTiHKK He ToToBIIeH]. Hupku posra-
[IOBaHi TUIIOBO, 30iJbIIeHI B po3Mipax: JiiBa —
110x50x46 MM, nmpaBa — 96x43x43 mM. ToBinHa
napenximu 31iBa — 20 My, cripaBa — 18 MM, exoreH-
HICTb TAPEHXIMH ITi/IBUIIleHa, KOPTUKO-MeAYJIsIpHA
mudepenttiamtisi  36epexkena.  JalkoBO-MHCKOBA
cucrema — 6e3 o3Hak auaraiiii. BimbHol pignau
B YepEeBHill MOPOKHUHI He BUsABJeHO. ¥ 3/[-03Hakn
6araTOBOTHUIIEBOTO ypaKeHHsT redinku. 30iib-
IIEHHs] PO3MipiB HUPOK, ciuieHomeramis. Crin-
KW KHUIEYHUKa He TOTOBIIeHi. Pentrenorpadis
OpTaHiB TPYAHOI KIITKH Ta yepera B 2 MPOEKITisIX:
JiereHeBi moJist — Oe3 3MiH; CHHYCH BiJIbHI; cepiieBa
TiHb — ceplie PO3IIUPEHE B IMONTEPETHOMY PO3MIpI.
TiHb BEepXHBOTO CEPENOCTIHHS JIEN0 PO3NTUpeHa
(HailiMoBipHiIle, 32 paXyHOK BUJIOYKOBOI 3aJ710311).
Kicrku yeperna — 6e3 nmatosoriuaux 3min. Kucior-
HO-JIy:KHa piBHOBara kposi (pH 7,365) — y mesxax
HOPM.

Jlutuni npoBesieHO U epeHIliiay 1iarHOCTH-
Ky Mi MeTabo/IiYHUM 3aXBOPIOBAHHSIM 1 HeO-
IJTACTUYHUM TIpoIiecoM. 3abesnedeHo psiji KOH-
cymprami.  Oropunomapunrosor (30.06.2021):
XPOHIYHUI PUHOAAEHOIANT, 3arOCTPEHHS; ABOOIY-
HUI cepefHiil KatapaJabHUi oTUT; agenoiam II cr.
lactpoenteponor (01.07.2021): audepentiaiis
MiK TJIIKOT€HO30M, MeTabOJiYHUM 3aXBOPIOBaH-
HAM Ta 3aXBOPIOBaHHAM Medinku. Odraabmosior
(01.07.2021): pyxu ounux sibJIyK — y TOBHO-
My 00cCs3i; ONTHYHI cepefoBHUINA IPO30Pi; OUHE
JHO — 'y Mexax HopMmu. EHpoKpuHOIOT
(01.07.2021): BasmbrycHa medopmartiss HMKHIX
KIiHIIIBOK; PiBeHb (ochopy y KpoOBi HUBBKUI;
miarnoz — <«@ocdar-giaber (?). Timodocda-
temiuanii paxit (7). PexomenmoBaHo: KOHTpO-
moBati  Kanbiiit  Gochop, JID y aunHamimis.
Hesposor (01.07.2021): BoraumeBux 3MiH TIeH-
TpaJIbHOI HEPBOBOI CUCTEMU He BUSBJIEHO. [eHeTnk
(01.07.2021): mimospa Ha mertabGoJiiuHi 3aXBOPIO-
BaHHs (rinodocdaremisa? TuposuHeMisa? Ta iHIIi
IUJIi0TATIT).

Komm'iorepua Ttomorpadist (KT) i3 konTpac-
tom (07.07.2021): mix yac o6CTEREHHST TOJOBHO-
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IO MO3KY BUJMMHUX YTBOpPiB, BOTHUIIEBUX 3MiH,
nedbopmaitiii He BusiBiIeHO. Cepe/IMHHI CTPYKTYpU
He 3MminleHi. Po3mipu 1JIyHOUKOBOI cCUCTEMU —
y Mexkax Hopmu. KoHTypu croBOypa MO3KY YiT-
ki, 6e3 medopmariiii. CybapaxHoigajbHi KOHBEK-
CUTAJIbHI ITPOCTOPU BijibHI. M03049OK 3BHMYANTHUX
pPO3MipiB, TOMOTeHHOI IIijbHOCTI. Typerbke cif-
JIO 3BUYAHUX po3MipiB i gopmu. [lHeBmMaTu3a-
i 0IaTKOBUX Ta3yX HOCA BiJMOBIHO /10 BIiKY.
[Tipamian ckpoHEBUX KiCTOK 3i 30€peKEHOI0 TTHEB-
MaTH3aI[i €10, KOMiPKH COCKOMOAIOHUX BiIPOCTKIB —
6e3 marosiorivHnx BKIoYeHb. Kictku uepena — 6e3
NaToNoTiYHUX 3MiH. /[ndy3HNX i BOTHUIIIEBUX 3MiH
y napeHximi Jierenb He BusBJyeHo. [TneBmaTu3antis
nerenb 30epeskena. CyaMHHUN MaJIOHOK 3BMYAii-
uuii. KopeHi serens He 3mMiHeHi, 6€3 aTooriqHIX
BKJ/foUeHb. [IpocBiT Tpaxel i OpoHxiB 36epexe-
Huil. Opranu cepe/ioCTiHHS He 3MillleHi, KOHTYPH
CYIIMH YiTKi, MAaTOJOTIYHUX YTBOPIB, 301JIbINEHIX
JiM(MaTUIHUX BY3JIB Y CEPE/IOCTIHHI He BUSIBIIEHO,
y HepeIHbOMY Cepe/IoCTiHHI — BUJIOYKOBA 3aJ103a.
[TneBpasibHi JMCTKU BicllepaJibHOI Ta MiXK4acT-
KOBOI TIJIEBPU HE MOTOBINEHI, Y TIJIEBPATbHUX TO-
POYKHUHAX MTATOJOTIYHNUI BMICT He Bi3yasi3yeThCsl.
[iadparma posramoBana TunoBo. M’ski TKaHUHU
rPyAHOI KJTiTKY — 6e3 ocobmuBocteil. [Teyinka 38u-
yaiiHux posmipis — 126x73x108 mm, i3 ropbucTm-
MU YiTKUMU KOHTYPAMH, ITapEeHXiMa IeviHKd Heo/1-
HOPI/IHOI IIIJIBHOCTI Ta CTPYKTYPH, B apTepiajibHy,
BEHO3HY, Bi/fiTepMiHOBaHy ha3u Bi3yasli3ylOThCd
MHOKMHHI (OibIlle — y TpaBiil yacTHHI) TiMoeH-
CUBHI HEOZHOPiJHi, yacoM KicTomomi6Hi, BOrHuU-
1eBi YTBOPEHHSI 3 HEYITKUMU KOHTypaMmu, Haii-
GisbiMu posmipamu (12x8 Mm) 1Mo MeianbHOMY
kpato V cermenTa (puc. 1).

BHyTpilmHbOIIEUiHKOBI ~ Ta  TMO3aIediHKOBI
MPOTOKK He poaimupeHi. sKoBuHUIT MiXyp: KOH-
TYpU 4YiTKi, BMICT OJHOPiAHOI MI[iIJIBHOCTi, 03-
HAKW TepuBe3nKajbHOTO Habpsiky. Ceesinka
posTalioBaHa THUIIOBO, 30iJbllleHA B pO3Mipax —
100x37x107 ™M, xonTypm uitTki. [lignurysko-
Ba 3a/l03a He IIOTOBIIEHA, 3BUYAHMX PO3MIpIB,
OJTHOPIZHOI MIiIbHOCTI, 6€3 BUIUMWX BOTHHUIIE-
BUX 3MiH, [IPOTOKA 3aj103U He posiupena. Hup-
KM PO3TalloBaHi THUIIOBO, 30iibmieHi (mpaBa —
50x41x80 mwm, miBa — 48x45x108 mMm), KOHTYpHU
HUPOK YiTKi, TapeHXxiMa IOTOBIIeHA J10 24 MM, KOP-
TUKO-MelyJigpHa Audepentiiaiis He 4JiTka, opy-
nieHa, nepdysis 3HUKEHA, IOPOKHUCTA CUCTEMA He
nedbopmoBana, He podiupena. Ekckperopna ¢hyHK-
1ist HUPOoK 36epeskera. CedoBOM HE PO3IIUPEHI,
6e3 MaToJoriYHNX BKIt0OUeHb. HaHUpHUKHY po3Ta-
MIOBaHi TUTIOBO, 3BMYATHO1 (hOPMH, He TTOTOBIIEHi,
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Ex: 14415

Venous Phase Bbdy 4.0 CE__ 4l
: Yoheksol 35

Se: 11/19

Im: 19/39

Cor:P17.0 @

Acqg Tm. 11:45:55.55(

"enous\Phase\Corona
664 x 664
FCO7

Mag: 1.0x

100.0 kV

67.0 mA

Tilt: 0.0

ET: 500.0 msGP:

SPR:
Lin:DCM /
W:313 QDFOV: 29.1 x 29.1¢cn
Puc. 1. Kowmn’totepHa TOMOrpadisa opraHiB 4epeBHOI
MOPOXHUHU. Y NapeHxiMi NeYiHKKU HasiBHI rinepexoreHHi
BKJIIOYEHHS

CM / 1d:ID

6e3 BUANMUX MATOJIOTIYHUX yTBOPIB. JliMbaruani
BY3JI1 3a04€PEBUMHHOTO IIPOCTOPY IPeaopTaIbHO
Ta [1apaaopTajbHO CIIPaBa, a TAKOXK [1€PUIIOPTAJIb-
HO YTBOPIOIOTh KOHIJIOMEPAT MPOTSKHICTIO IO
BUILIE BiJ| PiBHS BiAXOIKEHHS 4ePEBHOIO CTOBOYPa
IO PiBHSI HUPKOBUX apTepiit, po3aMipamu 25x18 mMm.
BisbHOT piitHu B YepeBHili TOPOKHUHI He BUSIBJIE-
HO. M’IKi TKaHWHY Ye€PEBHOI CTIHKM — 6e3 0co0IIm-
BocTeil. KouTypu ceuoBoro Mixypa 4iTKi, CTIHKH He
MOTOBIIEH], TTATOJOTIYHUX YTBOPIB Y TOPOKHUHI
CeYO0BOTO Mixypa He BusgBjieHo. [lomipna Kimb-
KiCTb PIZIMHHOTO BMICTY B JIyIJIaCOBOMY ITPOCTOPi
TOBIMHOIO 710 9 MM. JKupoBa KJiTKOBMHA Tapa-
PEKTATBLHOI Ta CITHUYHO-TIPSIMOKUIITKOBOI SIMKI —
6e3 ocobmBocTel. Buanmi Biamignm KumieyHu-
Ka — 6e3 ocobsmBocteit. 36iableHUX JiMbaTHy-
HUX BY3JIiB Y TOPOKHUHI Ta3a He BusBJeHo. KicT-
KM Ha PiBHI CKaHyBaHHS — 0e3 BUIMMHUX O3HAK
nectpykiiii. BucHoBok «baraTtoBorHuiiese ypa-
JKeHHsI TIeYiHKM. 3aodyepeBUHHA JiiMdazeHonaTis.
Crurienomerasmist.  301/IbIIEHHST PO3MIPIB Ta 3HU-
sKeHHs1 epdysil mapenxiMu 000X HUPOK» (puc. 2).
[TaTrosoriyHKUX 3MiH rOJIOBU, OPraHiB IPyAHOI KJiT-
KU Ta MOPOKHUHU Ta3a He BUSIBJICHO.

Y nunaminii B JiBUYMHKHA BiZI3HAYEHO HApOCTaH-
Hs PO3MIpPIB JKMBOTA 3a PaxXyHOK remnarto- (+8 cm)
i crieHoMeranii (HUKHIN Kpall ceJIe3IHKU CSITae
Kpaio Kiy0OBOi KicTKu). Y IUTUHHU i3 Termatoc-
MJIeHOMeTaTi€r0, HedpoMeraieio, MHOKUHHUMEI
yTBOpaMU B IapEeHXiMi [e4YiHKH, 320YePEeBUH-
HOIO JTiM(aeHonaTiero, y reMorpami TpoMOOIIH-
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Aquilion PRIME g WED Center NOVO
Ex: 14415 rl

Venous Phase Body 4.0 CE
C: Yoheksol 355'

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
Puc. 2. Komn'iotepHa Tomorpadis opraHiB 4epeBHOi
NOPOXHUHU. MHOXUHHI BOrHULLEBI YyTBOPW B NapeHXximi
nediHkn, crnneHomeranisa, 306ifblUeHHs Po3MipiB i nopy-
LeHHs nepdyaii napeHxiMm HUPOK

= [t T W AT

TONEHI€ (K TMPOSIB TIEPCIIEHI3MY ), TPSIMOIO
rinep6isipybiHeMieio, BUCOKHUM 3HAYEHHSM
JIO, ADII, rinoryikemieio (KOJUBAHHS TJIOKO3U
KpOBi 1,34-1,9-2,2-3,6 mMMoib/71), 3 TPUBO-
Iy KOl auTHHa 1epe0yBajia Ha ILia07000Biil iH-
dbysii 10% pozumHy TrIIOKO3H, TIIOMPOTETHEMIEIO,
BTOPUHHOIO KOAryJIONATI€0, Y IMHAMIIlI HAPOCTaH-
HSIM TIPOSIBIB II€UiHKOBOI HEIOCTAaTHOCTI, Hapo-
CTAHHSIM TeNaTOJIEHAIBHOTO CUHIPOMY, TIPOBejie-
HO audepeHiiny JiariocTUKY MiK MeTabo i YHIM
i HEOTIITACTUYHUM TIPOTIECOM, He BUKJIIOUEHO MOXK-
JIUBICTh TIOEAHAHHS BOX MPOIECIB OIHOYACHO.
3 Metoro audepentiiaii 6yJI0 3alIaHOBaHO TIPO-
BecTH OIOTICII0 TIEYiHKU Ta HUPOK, MPOTE y 3B’s13-
Ky 3 BTOPHUHHOIO KOAryJOMaTi€l0 Ta BUCOKUM
PU3UKOM KpOBOTeYi iHBa3WBHI BTPY4YaHHSA BiJl-
TEePMiHOBaHI. 32 TSKKICTIO CTaHy AWTUHI MPU3HA-
YEHO TIePEeJIMBAHHSI CBiKO3aMOPOKEHOI ILJIa3MU
Ne 10, eputpomacy Ne 1, kaHaBiT, TpaHekcamo-
By KucJoTy. IIpoBesieHO BelMKMil CHeKTp o6cTe-
’KeHb Ha BUSIBJEHHSI METaOOIYHUX 3aXBOPIOBaHb.
BpaxoByioun HeGe3neKy iHBasMBHUX MaHIILyJIsi-
I A1 KUTTS TUTUHU, BUPIIIEHO OOMEKHUTUCS
KOHCEPBATUBHUMHU METOJAMU JIOCJIDKeHHS /10
crabimizamii crany. 09.07.2021 B3siTO KpOB /ISt
MOJIEKYJITPHO-TEHETUYHUX JIOCTI/I)KEHb Ha MeTa-
6outiuni 3axBopioBaHHs B tabopaTopii «INVITAE»,
CIIIA. Busnauenns piBHIB (eHinanaHiny, ypu-
HOJII3UC, HA CHEKTPOMETPII0 aMiHOKUCJIOT, alluJ-
KapHITUHIB, CYKIIMHA/IareTaTiB. EA3uMaTnyHa ak-
TUBHICTb OeTa-TJIIoKOIepeOdpo3uIasu — y MesKax
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Hopmu (14,4 mmounn/1/T). Jliarnos XBopobu lorre
ta @abpi He migrsepaxeno (09.07.2021). Ckepo-
BaHoO /10 reHeTnyHOi 1aboparopii «OXMATINT»,
M. KuiB. 3a pesymsratamn (13.07.2021) mocai-
JUKEHHS B HaJJaHOMY 3pa3Ky KPOBi BUSIBJIEHO TTOPY-
IIIEHHS BMICTY METIOHIHY, TUPO3UHY, CyKIIMHUJIAl1e-
TOHY, 1110 MO3K€ CBIIYUTU HA KOPUCTH TUPO3IUHEMI].
Pesynsratn  MOJEKyJISPHO-TEHETUYHUX  J0-
cripkens y smabopatopii  «INVITAE», CIIIA
(16.08.2021): BusABIEHO /Ba TATOTEHHI BapiaH-
v, igentudikoBani B FAH-reni ¢.1069G>T
(p.Glu357*) rta ¢.554-1G>T, ki acouiloTbhCs
3 ayTOCOMHO-PEIECUBHOIO TUPO3WHEMIEIO, 1 OJTMH
natorennnii FECH-ren ¢.315-48T>C (intponiu-
HUI) TeTepo3nToTHU (i3 HU3BKOK TIEHETPaHTHI-
CTIO) BapiaHT, 1110 aCOIIOETHCS 3 AyTOCOMHO-pele-
CUBHOIO €pUTPOIIOETUYHOIO TPOTONIOpdipi€io.

Jlng mopanemoro gikysanusa 20.07.2021 qutn-
Hy nepeBenieHo 10 llenTpy opdanHmx 3axBOpIO-
Baabp H/ICKJI «<OXMAT/IWT», m. Kuis. Ha yac
nepeBe/leHHd KOHCTATOBAaHO HApOCTAHHS reraro-
(+8 cm i3-mim Kparo pebepHoi ayru) i crie-
HoMerasmii (po3MipM ceJIe3iHKKU — CATan  KpH-
Jla 3AyXBUHHOI KicTKM). Jl0aTKOBO BUKOHAHO
obcTeskeHHs:  Helipoenmactaza — 4,39 Hr/mu
(nopma — <15,7 ur/mn), ADIT — 10184,6 MO /mn
(ropma — <8,1 MO/mi), TUPDOKCUH BIJIbBHUN —
0,976 wur/man  (Hopma 0,96-1,99 wur/mn),
tupeorponuuii - ropmon — 1,7 MxMO/ma
(mopma — 0,7-5,97 MxMO/min), C-nentug —
0,659 ur/ma (mopma — 1,1—4,4 °Hr /M), KOPTU30J —
94,53 umoub/n1 (Hopma — 171,0-536,0 HMOIB/71).
3 21.07.2021 cxopuroBaHo Ji€ToTepariiio i3 BBe-
neHHsiM  JrikyBasbHOi  cymimi  «Comida  Tyro»
Ta PO3IMOYATO clelliajibHe JiKyBaHHS HITU3UHOHOM
2 mr/kr o 10 mr x2, 3 23.07.2021 103y 3menteHo
1o 10 mr Ha 106y. Ha i jikyBaHHs cTaH 1mosin-
MIWBCS, 3MEHIINBCS TeNaTONi€HAIbHUI CUHIIPOM,
HOPMaJIi3yBaJIMCsl TOKa3HUKHU TIJIIOKO3HU, BIICYT-
Hi HOCOBi KpoBoreui. OpHak Ha TJi JIKyBaHHS
Hitusunonom 10 mr nHa 06y 3 09.08.2021 mo-
FiPIIAINCS KOAryJIOTIYHI [MOKa3HUKHU, a TaKOXK
IUTOTIEHisT, Y 3B’SI3Ky 3 UMM 03y Iperapary
30ispireHo 10 15 Mr Ha 100y 3 KiiHiYHIM Jabopa-
TopHUM edekToM. /[uTuHA NPONOBKYE Clelu-

¢iuny ¢depmenTo- Ta JieToTeparmiio 3  T0-
3UTUBHUM  edeKToM, JIoJla€ B Maci Tija.
3AK  (03.01.2022): Ep —  4,51x1012/x7,

I'6 — 130 r/m, Jle — 8,08x109/m1, meiikorurap-
Ha dopmysa: m — 8%, ¢ — 26%, 6 — 0%, e — 1%,
a1 — 58%,m — 7%, Tp — 108 I'/n, IIIOE — 5 mm/
roJl. YHOPMYBAJIMCS TIOKA3HUKKM KOAryJOTPaMH,
ruikemii, piserb 25-OH-D — 45 ur/mur.
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Oo6roBopeHHst

Tuposunemisa tun [ (HT-1) — piakicae craj-
KOBe 3aXBOPIOBaHHS, CIIPUYMHEHE IOpYIIEeHHIM
aMiHOKMCJIOTHOTO OOMiHY, 1OB’si3aHe 3 AeheKToM
OoOMiHy pPEYOBHMH 1 TOpPYyHIEHHSAM MeTaboJIi3My
TUPO3UHY, 10 MPU3BOAUTH 0 TMEYiHKOBOI HEIO-
CTAaTHOCTI 13 CYNYTHIMU 3aXBOPIOBAHHSIMU HUPOK
i mepoBoi cucremu [1,5,20,21]. Kniniuni cum-
NITOMU 3a3BUYall TOYNHAIOTHCS 0 2-PIYHOTO BiKY.
Y 6isbIocTi iTel 03HAKU TOCTPOI MEYiHKOBOI He-
JOCTATHOCTI Ta HUPKOBOI AuChYHKINT 1e010TYIOTH
y Bini g0 6 micamiB. HT-1 MoxHa 3amigo3put B
HEMOBJISIT, KOJIU B HUX CIIOCTEPITa€ThCS TOCTPA
MEeYiHKOBA HEJIOCTATHICTD YIKe Y Billl KiJIBKOX THIK-
HiB [4]. ¥ uacTuHU giTell BiAMIYA€ThCS HEOHA-
Ta/lbHa Tilorjaikemis 6e3 iHIIMX O03HAK HOPYIIEH-
H (PYHKITIi TIEUiHKH, TKa MOKe TMBU/IKO 3HUKATH.
YV xBopux Ha HT-1 y Oynp-skomy Billi KOHCTaTy-
10Th HeBpoJioriuni kpusu [4,8]. Ile BukaukaHo je-
reHepalli€io akCoHiB, BTOPUHHOIO JIeMi€JTiHi3alli€ro
i, MOKJIMBO, 6Ge3rocepeHbOI0 HEWPOHHOIO / CH-
HaNTUYHOIO UC(HYHKINIEI TIEHTPATbHOI HEPBOBOI
cuctemu. OCHOBHUMM O3HAKaMU HEBPOJOTIYHO-
ro Kpu3y € 0ijib, TIOraHO JIOKATi30BaHUI y HOTax,
iHOZI — y “KMBOTI, OCbOBUII 1 pO3TMHAIBHUI TiIep-
TOHYC, MioTOHist (iHOMI TPU3BOAUTH 10 HEOOXij-
HOCTI TIPOBEJICHHS IITYYHOI BEHTWJIAIlI JIETEHb),
rinoHaTpiemida (sIKa iHO/II MOB’d3aHa i3 CyIOMaMM )
Ta aprepiajibHa rineprensig. Y GaraTbox ocib erri-
30/I1 ypaskeHHsI HEPBOBOI CUCTEMHU TIEPeyIoTh ab0
CYIPOBOIKYIOTBCST  OJIIOBaHHSIM ab0 KapTHHOIO,
CXOJKOI0 Ha KMIIKOBY HENpoXijiHicTh [8]. Bucokuit
piBeHb TUPO3UHY IMOB’SI3YIOTh i3 3aXBOPIOBAHHAM
poriBku. CydacHa rirnoTesa 1oJsira€ B TOMY, 110 TH-
PO3WH KPUCTATIZYETHCA B €TiTENIaTbHUX K THHAX
POTiBKHY, TOPYIIYIOUH 1XHi Ji30COMU T IHIIIIOIOUN
3anaJbHy BiZIOBi/b.-OMTaIbMONOTIUHI ypaskeHHS
IIPU TUPO3UHEMI] ITPOSBJIAIOTBCS TAKUMU CUMIITO-
MaMU: CJIb0O30TeYa, CBITJI000SI3Hb, MOYEPBOHIHHS
Ta Ginb. Ilig yac OrJIsiy BUSIBJISIOTH L€HTPAJIbHI
JIeHIPUTHI epo3ii poriBku [19].

Y wgactuam xBopux Ha HT-1 cmocrepiraiorsh
i30/1bOBaHy KoaryJomnarioo abo iHII O3HAKU [HC-
(hyHKIIT TeYiHKM, 3aXBOPIOBAHHSI HUPKOBUX Ka-
HaJIBIIIB, TimogochaTeMiuHNil paxiT i BijicTaBaHH
B PO3BUTKY. TSXKKICTh 3aXBOPIOBAaHHS HApPOCTAE
BiJl TIeUiHKOBOI AMCHYHKITIT Ta HEZIOCTATHOCTI TIPO-
TATOM TEPHIMX MICSIIB KUTTS 10 XPOHIYHOTO 3a-
XBOPIOBAHHSI 3 IIMPO30M TeviHku. Koarysomnatis
€ PaHHBOIO O3HAKOIO, SdKa IPOSIBJISETHCS HABITh
6e3 iHIMX KJIIHIYHUX O3HAK IMOPYIIEHHS (DYHK-
il neuinku [4,5]. Y nirteit i3 HT-1 icnye Bucokumii
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pusuk po3utky I'TIK, 1mo B yacTuHmM malieHTiB
MOKe OyTH TIEPITUM KJIHITHUM ITPOSIBOM, 3 MPH-
BOJ/Ly SIKOTO TIAIliEHT 3BEPHYBCs /10 Jikaps [5,7].
Y 37% xBopux, AKi B MUHYJIOMY TIePEKUJIN PYi-
HiBHI yckiagHennsa HT-1, BuHuUKaOTh rematoMu,
1o yacto tpancgopmyiorsest B ITIK [29]. [ocTiii-
Huit MoHiTOpuHT ADTI peKOMEHIYIOTh SIK 060B’513-
KOBUI CKPUHIHTOBUU TecT /i maiienTiB 3 HT-1,
OCKLJIBKY € KOPUCHUM iHIUKATOpOoM po3BuTKy ['T[K
[6]. ITpoTe minBuienuii pibenb ADII He € miarno-
CTUYHUM KpuTepieM g Bepudikarii HT-1[6,33].
Jlikapsim cutig Oyt 00epekHUME TIPU THTEpIpe-
tartii migBuienux piuiB ADII y xgiteit paHHBOrO
BiKY, OCKIJIbKY Tle 3a3BMYall HOPMAJIBHO JIJIS 3]10-
poBux HOBoHapoKeHuX i € 3amunikom AMDII, oc-
HOBHOTO I[UPKYJI0I0490T0 OijiKa y KpoBi miroja [6].
ADII mBUAKO 3HUKYETHCS IiCJsI HAPOKEHHS,
a 3HAUYEHHS, IKi CIIOCTEPIiTalOThCS B JIiTEH, XBOPUX
Ha HT-1, gacro nepesuniyiots y 10 pa3iB mokazuu-
KU Y 3[I0POBUX HOBOHApoxKeHnx (<1 mic.).

Ha cporopni icHye edexkTuBHe Menu-
kameHTo3ne JikyBanHs HT-1 i3 3acro-
cyBaHHIM 2-[2-HiTpO-4-TpudTOpMEeTUIOEH30-
in]-1,3- nukaorekcanguonoMm  (2-(2-nitro-4-
trifluoromethybenzoyl)-1,3-ciclohexanedione,
NTBC, nitusunon). JlikyBanus mae Oytu Gesre-
pepsauM [10,16,24,28]. 3a pesyabratamMu JOCJIi-
JuKeHHs marientis nomyJssiii Keebeky iz HT-1
BCTAHOBJICHO, IO B KO/IHOTO 3 HUX HE PO3BUHY-
Jlacsi TOCTpa HEBPOJIOTIYHA [IEKOMITEHCAIlis 3a
ymoBu notpumannsg Teparmii NTBC [16]. Oxpim
MeINKaMeHTO3HOI I ATPUMKH, 060B’I3KOBOIO € CIIe-
1udivHa gieToTeparis 3 00MeKeHHIM aMiHOKUCJIOT
deninananiny i Tuposuny [8]. HeobxizHo 1oBiuHO
3aCTOCOBYBAaTH HU3BKOOLIKOBY €Ty, a B TOCTPO-
My nepioi — 6e30iIKoBY, 10 HOpMaJIi3allii BMiCTy
CyKIUHiameToHy B cedi Ta/abo B Kposi. [Tosi-
JIOMJISIETBCST TIPO HAJINHI JI0Ka3H, 1110 TiTBEPIIKY -
10Th 38’5130k NTBC Ta gmieroreparii 3 mMoMiTHUM
sumkennsm vacrot K (y <1% nirteit, sxino
Tepartisi po3noyaTa 10 1-To poky, y 7% XBOpUX —
y Biwi Biz 1 10 2 pokis, y 21% ocib — Bikom Big 2 10
7 pokiB, y 35% — Bizx 7 pokis sxuttst) [8,30].

Oxpim rinodocdaremiyHoro paxity Ta ap-
TepiaJibHOI TinepTeHsil, sKi MOXYTb BUHUKHYTHU
Ha TI0YaTKy IIpoIlecy 3axXBOPIOBAHHS, BijlaseHi
VCKJIQJHEHHSI  BKJIIOYAIOTh  TJIOMEPYJIOCKIEpPOs,
HePOKATBIIMHO3 Ta XPOHIUHY HUPKOBY HEJOCTAT-
HicTb [20,24,28]. Y namientis i3 HT-1 psx Buennx
CITOCTEpITa€ PO3BUTOK TimepTpodiuHOl Kapaiomio-
natii (F'KM) [3,22,25]. BBaskaerbcst, 1110 ii po3Bu-
TOK TIOB’SI3y10Th 3 iHTiOyBaHHSIM TOPdOOITiHOTEH-
CUHTA31 MiOKap/Ia, 1110 TPU3BOIUTD /10 MiIBUTIIEHHS

piBHST O-aMiHOJIEBYJIIHOBOI KHCJIOTH, SIKa MOXKe
6yTu KapaiorokcrmuHo0. CepiieBa TOKCUYHICTD ca-
MOI TinepTupo3uHeMii He Bijjoma. [Ipumnyckaerbces,
0 YPaKeHHs TIeYiHKU MOKe CIIPUIHHSTH 301/1b-
IIEHHS CepIleBOr0 BUKU/LY, TUM CAaMUM ITIPOBOKYBa-
1 po3BuTok 'KM. IIpo kapmiomiomnariio fizeTbes
TepeBaKHO B 3aAITYyNEHUX BUIAIKAX 13 XPOHIYHUM
3aXBOPIOBAHHSM IT€UIHKH, a TAKOXK Yy JIiTel MOJIOJI-
moro BiKy 3 roctpum mepebirom xsopobu. 'KM
Mozke OyTH PiIKiCHOO 3HAXIIKOIO Y PAHHBOIarHO-
CTOBAHMX BUIIQ/IKaX, SIKUX JIKYIOTb 3a JIOTIOMO-
roto NTBC. V¥ 6inbimocti Bunaakis aiaraoz TKM
BCTAHOBJTIOIOTH IMIJISIXOM PYTHHHOTO 00CTeKEeHHS
cepirs 3a gornomoroto Exo-KI' ta EKT abo mig yac
aproricii. 3a pedynsratamu Exo-EI' BusgBisierbes
JIBOILIYHOYKOBA rineprpodist i/a6o rineprpodist
MiKIILIYHOUKOBOI eperopoaku [22]. N. Andre Ta
cmiBaBT. (2005) criocrepiraiy MOBHE 3HUKHEHHS
'KM micig nmouarky jikyBanusg NTBC [3]. Ila-
nientu 3 HT-1, aki ne orpumyiors NTBC, MmoxxyTb
MaTH TIMepIia3io OCTPIBIEBUX KJITUH MiILIYH-
KOBOI 3a7103u. Y OIJBIIOCTI XBOPHMX TaKi 3MiHU
OyJIM MATOJIOTIYHOI0 3HAXIAKOIO IIiJ 4ac PO3THUHY.
BBaskaerbed, 1110 enizoau rinoryikemili B aiTen i3
HT-1 BuamKaoTh BHACTIIOK TTOPYTIEeHHS (DYHKITI
nedinky abo rimepincysidismy [8]. Bes martorene-
TUYHOTO JIIKyBaHHS Ta jieTorepartii mporuo3 HT-1
€ necripustiuBuM [34]. TIpu rocrpomy mepebiry
JUTU MOKYTh TIOMEPTH Bijl MEYiHKOBOI HeJOCTaT-
HocTi y Bitti 10 1 poky (cepenniii Bik — 6—8 mic.).
[Tpu xpowniuniii hopmi y 40% XBOpUX PO3BUBAETD-
ca I'LK, nupos neuinku [29,33]. Bes smikyBanss Ta
Jli€eTOTEpaItil TPUBAJIICTD JKUTTS XBOPUX HE TIEPEBU-
1y€e B cepeibomy 15 pokis [5].

Otixe, g IOCATHEHHS ONTUMAJIbHUX JIOBIO-
CTPOKOBUX Pe3YJ/IbTAaTiB IIOTPiOHE PaHHE BUSABJIEH-
Hsa xBopux Ha HT-1 miteii i3 3acTocyBaHHSIM HEO-
HATAJIbHOTO CKPUHIHTY Ha opdhaHHI 3aXBOPIOBAHHS
[1,23,27,31]. Takuii ckpuUHIHT 3aPOBAJKEHO Ha-
kazoM MO3 Ykpainu «IIpo 3abe3nedeHtst posiim-
pPEHHSI HeOHATAJbHUX CKPUHIHTOBUX ITPOTPAM IS
HOBOHAPOJIPKEHUX I CTBOPEHHS HOBOI CHUCTEMU
HEOHATAJbHOTO MACOBOTO CKPUHIHTY B YKpaiHi»
[23]. Ha yac Bepudikaii giarnozy HT-1 y namroi
MaIienTKy He OyJI0 IEPKABHOT TPOTPAMU PAHHBOTO
HEOHATAJTBHOTO CKPUHIHTY XBopobu. Tomy 3 oraisiy
Ha HAsSIBHICTb TeNaToCIJieHOMeTastii, Hechpomeraitii,
MHOKUHHUX YTBOPIiB Y MapeHXiMi meyiHku (CX0oxi
yTBOpHU B napenximi nevinku mpu HT-1 ommcano B
nyOmikamii H.N. Ozcan Ta cmiBast. (2019) [26]),
3a0uepeBUHHOI JiMpajieHonarii, aciuTy, MposiBiB
reMOpariyHoro Xapaxkrepy — PeluUBHUX HOCO-
BUX KpPOBOTeY, aHeMii, HEUTPOIleHil, MOHOIIUTO3Y,
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TPOMOOITUTOTIEHIT, TIPsIMOI TittepOimipybinemii, Bu-
cokux 3Hauenb JID, ADII, rinoryikemii, Timompo-
TeiHeMil, BTOPWHHOI KOaryJjorarii, HapOCTaHH:]
B JMHaMilll TPOSBIB IEYiHKOBOI HEIOCTATHOCTI
Ta TernaroJIiEHAJIbHOTO CUHJIPOMY, TIPOBEJIEHO [IN-
(depeHIiliHy [IarHOCTUKY MK MeTaboIIYHIM
i HEOTITTACTUYHUM TIPOIIECOM, He BUKJIOYEHA MOXK-
JIUBICTH TIOEIHAHHS BOX mpoiieci. PaxitomoxioHi
3MiHM cKeJsieTa (BasibrycHa jedopmallia HUXKHIX
KIiHIIIBOK) TI0TpebyBaIu BUKIIOYEeHHS Trirmodocda-
Tasii, npu kil Hu3pkuii pisensb JID ta dochopy
B cupoBatiii [15]. ¥ HaBesmeHoMy KJiHiYHOMY BU-
MaJIKy BCTAHOBJIEHO HU3bKUI TIOKa3HUK (ochopy
Ta 3HauHe TiaBuIenHs 3nadenns JID, He BusiBe-
HO siedimuTy Bitaminy D (HyTpiTUBHOTO Ta TeHe-
TUYHO 0OYMOBJICHOTO), a HaBIIAKU, BiIMiUY€HO CyT-
TEBE MTiIBUIIIEHHS 11hOTO TTOKa3HUKa. Bepudikartiio
HT-1 y wamoi maiieHTKu MTpOBeeHO BiJMOBII-
HO JI0 yCiX MiKHApOAHUX CTAaHAAPTIB Ha TifcTaBi
CIIEKTPOMETPil  aMiHOKHCJIOT, aIUJIKapHITUHIB,
CYKITMHAJIAIIETATIB 1 MOJIEKYJISIPHO-TEHETUYHOTO
JIOCTIJKEeHHS, sIKe TIOJISATA€ Y BUSABJIEHHI MyTalliil
y reri FAH, o kojye (hymapusareroaneraTriipo-
nasy [1,2,5,8,9,11]. Hamu BusiBiieHo Ba aToreHHi
Bapiant B FAH-reni ¢.1069G>T (p.Glu357*) ta
€.554-1G>T, sKi acoIliioioThCsl 3 ayTOCOMHO-pe-
1IeCUBHOIO THPO3WHeMi€o. HaBemennit KiuiHiIHMI
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