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HaBeneHo nitepatypHi AaHi Ta BnacHe CNoCcTepeXeHHs 3a NaLieHTOM AOLWKINbLHOro Biky 3 AediUmMTOM OpHITUH-TpaHckapbaminasu. Lie 3axso-
PIOBaHHA XapakTepuayeTbCs HaAMIPHM HaKOMMYEHHAM amiaky B OpraHiami, Lo NpU3BOAUTb A0 YPaKEHHA HEPBOBOI CUCTEMU, LLINYHKOBO-KMLLI-
KOBOIO TPakTy Ta NMOPYLWEHHS QYHKLIT NediHk. Mae reHeTnyHo 00YyMOBNEHMI MEXaHI3M PO3BUTKY, NOB'A3aHNiA 3 MyTauiamu reHa OTC.

MeTa — BMB4YMTM OCOOAMBOCTI MaHidecTauji, KNiHiYH1MX NPOsIBIB, Nepeobiry Ta AiarHOCTVKM AediUmTy OPHITUH-TPaHckapbaminasu.

KniniuHnia BUNapok. /lis4vHka Y. rocnitanidosana oo BiaaineHHs outadoi renatonorii 3i ckaprami Ha Oiflb Yy XMBOTI, NepioanyHe OoBaHHS,
AKE CYNPOBOMXYBAIOCS MIABULLEHHSAM DIBHA aLETOHY B Cedi, a TaKOX 3i ckapramn Ha APaTiBAMBICTb, MNaKCUBICTb, EMOUHY NabinbHICTb |
NiABMLIEHHS PiBHSA NediHKoBMX Npo0. ia, 4ac 06CTeXEHHS BMSBAEHO renatocnieHomMeraniio, 3a AaHnmm N1abopaTopHX TECTIB — KONMBaHHS
PIBHS TpaHCcamMiHa3 KpoBi B Mexax 4—20 HopM, rinepamMoHIEMIIO, NiABULLIEHHS KOHLIEHTPALLii OPOTOBOI KMCNOTW B Cevi. [TpoBeAeHO MONekynsap-
HO-TEHETUYHE OOCMIMKEHHS Ta BUABNEHO reH HeBU3Ha4eHOoro Hocinctea OTC, acouinoBaHnii 3 X-34enneHnmM oediumtoM OpHITUH-TpaHcKkap-
bawminasu. [MNpraHadeHo MeTaboniyHy Tepanito Ta xap4yBaHHs 3 0OMexXeHM BMICTOM Bislka, 418 nonepeaXeHHs rinepamoHiemii.

BucHoBok. [ediunt TpaHckapbaminasy — piaKiCHE reHeTU4He 3axBOPIOBAHHS, L0 XapakTepuayeTbCs HaaAMIPDHUM HaKOMMYEHHAM amiaky
B OpraHi3Mi 3 TMNOBOIO KAIHIYHOO Ta N1abopaTtopHOID CUMATOMATUKOK. BU3HaYeHHsA KOHUEHTPALLi amiaky Ta MONeKynapHO-reHeTYHe O0Ci-
[KEHHA € BaXIMBOIO AJarHOCTUYHOIO CKIaL0BOI0 B AITEN i3 3aXBOPIOBAHHAMY MEYIHKM, MOEAHAHOIO 3 YPAXEHHAM IHLVIX OpraHiB Ta CUCTEM.
HecBoeyacHa diarHocTuka Ta NikyBaHHSA KOPESOITh 13 TAXKICTIO 3axXBOPIOBAHHS, PO3BUTKOM HEMOMPAaBHNX 3MiH, IHBasTiAM3aLji Ta MOXIIBOI
CMEPTi B PaHHbOMY BiLj.

JlocniaxXeHHs BMKOHAHO BIAMNOBIAHO A0 NPUHLMNIB TeNbCiHCLKOI Aeknapauii. Ha npoBeaeHHA AOCHIAXEHHA OTPUMaHO iHOOPMOBaHY 3roay
OarbKiB AUTUHN.

ABTOPM 3a8BASIOTb MPO BIACYTHICTb KOHPIKTY IHTEPECIB.

KniouoBi cnoBa: 1ediunt opHiTMH-TpaHckapbaminasu, amiak, Aitu.

Ornithine transcarbamylase deficiency is a little-known rare disease
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The article reviews literature and demonstrates personal observation of a preschool patient with ornithine transcarbamylase deficiency. This
disease is characterized by an excessive accumulation of ammonia in the body, which leads to damage of the nervous system, gastrointestinal
tract, and impaired liver function. It has a genetically determined mechanism of development associated with mutations in the OTC gene.
Purpose — to study specific aspects of manifestation, clinical picture, course and diagnosis of ornithine transcarbamylase deficiency.
Clinical case. Girl U. was admitted to the pediatric hepatology department with complaints of abdominal pain, periodic vomiting, accompa-
nied by high ketones in urine test, irritability, tearfulness, emotional lability, and increased liver enzyme levels. Physical exam revealed hepa-
tosplenomegaly. Bloodwork series showed transaminase levels 4-20 times ULN, hyperammonemia, and increased orotic acid in urine. A
molecular genetic study was performed, and identified a variant of uncertain significance in the OTC gene associated with X-linked ornithine
transcarbamylase deficiency. Metabolic therapy and protein-restricted nutrition were prescribed to prevent hyperammonemia.

Conclusions. Transcarbamylase deficiency is a rare genetic disease characterized by excessive accumulation of ammonia in the body with
typical clinical and laboratory symptoms. Detection of ammonia concentration and molecular genetic testing are crucial diagnostic compo-
nents in children with liver diseases associated with other organs and systems damage. Untimely diagnosis and treatment correlates with the
severity of the disease, the development of irreversible changes, disability and possible death in young age.

The study was performed according to the principles of the Declaration of Helsinki. The informed consent of the child's parents was obtained
for the conducted research.

The authors declare no conflict of interest.

Keywords: ornithine transcarbamylase deficiency, ammonia, children.

edirmT opHiTHH-TpaHCcKapOaMmiiasu (Or- s HaJAMIPDHUM HAKOTMYEHHSI aMiaky B KpOBi Ta
nithine transcarbamylase deficiency — € naiinommpenimum cragkoBuM 1edeKTOM KTy
OTCD) € pinkichaum X-zueriennum cuHTe3y cedoBuHu (UCD). Yacrora mommpeH-
TeHEeTUYHNM 3aXBOPIOBaHHAM, 3 aBTOcOMHO-peln- Hda OTCD cranosuth 1 Bumagok xHa 14-70 000
CUBHUM THIIOM YCIIQJIKyBaHHS, XapaKT€PU3YETh- HOBOHAPO/UKEHUX Ta TMOB'S3aHUN 3 MYTaIli€lo
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rena OTC, Toai sk 3arajibHa 4yacTtoTa MOPYIIeHb
IIMKJTY CEYOBUHU CTAHOBUTD MPUOIM3HO 1 BUTIAZIOK
Ha 8 000 nosonaposkenux [2,8]. Ten OTC ro-
muHU  poaTamoBaHuii Ha Xp21.1 xpomocomi
3 poxkuHoto 73 kb, mo wmictute 10 ex30HIB
i9inTponis [10]. MyTartii rena OTC € nyxe retepo-
TeHHUMH, 2 TTOBTOPIOBaHI BapiaHTU MOCJi/JOBHOCTI
3MIHIOIOTHCA 3a71€KHO BiJl €THIUHOI TPUHATICKHOCTI.
Ha meit wac inentudikoano monan 400 myrta-
il Ta MPOMOBKYIOTh BUSIBJISITH MYTaIlil de novo.
I3 341 Busienoi myrariii 149 — Gysu 1moB’si3ani
3 HEOHATATTBHUM ITOYATKOM TillepaMOHieMiT (TTPOTSI-
TOM [TEPINOTO TUAKHS KUTT ), 7() — criocTepiramaucs B
HAIEATIB YOIOBIYOI CTATi 3 GiJIBIII TTI3HIM TOYaTKOM
rinepamoniemii, 121 — Oyau BuUgBJIEHI B Te-
TEPO3UTOTHUX  HOCIIB  skiHOuWoi  crtati [18].
3a JaHUMWU JIiTepaTypu, HAUTIOIUPEHIIITUMHA MYy Ta-
migmu B Anonii € R40H 1 R227 W, a B Icmanii —
R129H, R40H i G195R [12,13,20].

ITpomec ekcrpecii rera OTC  BigbyBaeTbest
IK y TEYiHIli, TaK 1 B KUINEYHUKY, aje TOBHUN
UK eKcTpecii — siute B evinii. OpHiTHH-TpaHC-
kapbamisaza (OTC) karamizye  yTBOPEHHS
LUTPYJIiHY 3 OpHiTMHY Ta kKapbamain ocdary.
[ledinnuT mporo GepmMeHTy TPU3BOAUTH 10 HAJI-
JIMIIKOBOI IPOAYKIii kapOamaindocdary, saxuii
y TIOJIATTBIIOMY 3B’SI3YETHCS 3 aCTIAPTATOM, YTBOPIO-
1041 HaJIJINIIIOK OPOTOBOI KUCJIOTH. /liarHOCTHYHO
3aXBOPIOBAHHSA XapaKTePU3YETbCS IMiJBUIICHUM
BMiCTOM OPOTOBOI KUCJIOTHU B c€Yi B yMOBaX IIi/[BU-
IIEHOTO BMiCTy aMiaky TaajlaHiHy BCMPOBATIli KPOBI.
AMmiak, SKuit yTBOPIOETHCS TPU POSIIETICHH] O1IKIB
B OpraHi3Mi, € TOKCUIHUM, SKIIO HOTO PiBeHD CTa€E
3anajaTo Bucokum. OcobIMBO YyT/INBA 10 BILUIUBY
HA/JIMIIKY aMiaky HepBOBa CUCTeMa.

[Tpossu OTCD dhenoTHOBO MOXKHA MOAIIUTH
Ha JIBI TPyIU 3aJIeKHO Bijl 4acy MOSBU KJIHIUHOI
CUMIITOMATUKU. MOXJIUBUN paHHIN (BiK Tmouyar-
Ky — <30 xi6 micsist HApO/PKEeHHS) i Ti3HIl moJa-
Tok (Bik mouatky — >30 x1i6). Haituacrimnre 3a-
XBOPIOBaHHSI PEECTPYETHCS B 0CIO Y0JIOBIYOI cTATi
Ta HalTspKye mepebirae B mepimi go0M JKUTTS.
Hemossgara 3 HeonatampHOO (hopMmoto medirmuTy
OTC € masgBuMU, BIIMOBISAIOTBCS Bifl 1Ki, TTOPY-
NIYETHCS PETYJIALIS TIeHTPY IUXaHHS Ta TepMore-
He3y, MOXKJIMBUI PO3BUTOK CY/IOM, KOMH Ta PAHHBOI
HeoHaTalabHOI cMepTi. [IporpecyBanHs 3axBOpIO-
BaHHS MTPU3BOUTD /10 3aTPUMKNA HEPBOBO-TICUXiY-
HOTO PO3BUTKY, IHTENIEKTYaJTbHOI HEIOCTATHOCTI
Ta TIPOTPECYI0YOTO YPAKEHHS TIeUiHKU. Y MesSKUX
oci6 ozuaku Ta cummromu fedinuty OTC MoKy TH
OyTH MEHI BUPA3HUMU Ta 3'SIBJSITHCS TTi3HIIIIE.
[lisas opma 3axBOpOBaHHS 3yCTPIYAETHCS SIK
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y 4OJIOBIKiB, TaK i B sKiHOK. Ocobu 3 mi3HiM moyaT-
koM gedinury OTC MOXYyTh BidyBaTH emi3oan
3MIHM IICUXIYHOTO CTATYCY, TaKi SIK MapeHHsI, Tiepe-
najy HaCTPoio ab0 3HUKEHWII piBeHb CBiZOMOCTI,
roJIOBHUI GiJib, TIepioguyHe OJII0OBAHHS, Bijpasa 10
6iKOBOI T3Ki Ta cymomu. 3a pe3yJIbraTaMu MpoBe-
JIEHOTO JIOCJII/KEHHST 3 BCTAHOBJIEHUM J[1aTHO30M
OTCD, B fAnonii cMepTHiCTH cTaHOBUTD 48,5% ce-
pen 4oJi0BiKiB 1 25,0% y KiHOK. Y jiTeil 3 paHHIM
MIOYATKOM 3aXBOPIOBAHHSI CMEPTHICTh CTAaHOBUTD
80,0%, a B oci6 i3 misHimM moyarkoM — 24,5% [5].
[TepeBaHy OLIBIIICTD TiEPAMOHIEMIYHUX KPU3iB
IPOBOKYE MOCHUIJIEHE CIIOKUBaHH Oiska [16].

OCHOBHI CHUMITOMM IIOJIJIAIOTHCS Ha Bl
rpynu. s mepiioi XapakTepHUMH € IIPOSIBU
YPaKEHHST ITLTYHKOBO-KUIIKOBOTO TPAKTY: OJII0-
BaHH, BiZMOBa Bij ki, OijIb Y KUBOTI, TOPYILEH-
Ha GyHKIT medinku. pyry Tpymy CTaHOBJIATH
HEBPOJIOTIUHI TIPOSIBU: TIBU/KA BTOMJIIOBAHICTD,
MJIIBICTH, JIPATIiBIUBICTh, CY/IOMU, 3aTPUMKa He-
PBOBO-IICUXIYHOTO PO3BUTKY, IOPYIIEHHS CHY,
roJIOBHMIA GiJIb, M'130Ba TIIIOTOHIsI, aKpOaHecTesis,
[MOPYILIEHHST JINXaHHS, PI3HOTO PiBHS IOPYIIEH-
HS CBiZIOMOCTi 3 PO3BUTKOM KOoMH. CHUMIITOMATH-
Ka TIOCUJTIOEThCS TiCJg BKUBAHHS 13Ki 3 BUCOKUM
BMicTOM OiJ1Ka, TIPU TOJI0IyBaHHi, iH(MEKIIisIX, TpaB-
Max, olepallisfx, 3aCTOCYBaHHI KOPTUKOCTEPOI/IiB
Ta BaJbIIPOEBOI KUCJIOTH [ 2,8].

i jiarHocTyBaHHS  PI3HMX  THUIIB  Tinep-
aMOHIEMIi BM3HAYAIOTh BMICT aMiaky B KpOBi, Me-
TabOJIiTIB OPHITHHOBOTO TIMKJIY B KPOBI Ta cedi, aK-
THBHICTH (hepmeHTy B Gionrarax nedinku. OCHOBHA
JllarHOCTUYHA O3HAKa — TI/[BUIIIEHHS aMiaKy B KPOBI.
Bwmict amiaky B kpoBi Moske carati 6 000 MkMostb/ 1
(y Hopmi — 60 MrMOJTB,/01). TIpoTe B GLIbIIOCTI XPOHiY-
HUX BUIIQ/IKIB PiBEHb aMiaKy MOXKe ITi[BUIILyBATHCS
JIHTIIE TTCTst OITKOBOTO HABAHTAKEHHS a00 MPOTSITOM
TOCTPUX YCKJIQJIHEHb 3aXBOPIOBAHHSI.

[Ipornos 3aneskuTh Bijl TSKKOCTI 3aXBOPIOBaH-
HS Ta € HECHPUATJIUBUAM y MAIIEHTIB i3 PAaHHBOIO
HEOHATATBbHOIO (POPMOTO 3aXBOPIOBAHHS.

[TpodimakTka TMEepBUHHMX TPOSBIB  3a-
XBOPIOBaHHS 1 TinmepaMoHieMii Bkjioyae obOMme-
JKEHHsI CIIOKMBaHHs1 O1/1Ka eHTePaIbHO, TPU3HAYEH-
HS CHeIialbHUX MOJIOYHUX CyMillel i JIiKapChbKUX
[pernaparis, sIKi 3aXOIJIIOIOTh a30T (CKBaH/KEPH ),
a TakoX Ko(hepMeHTIB i mediuTHuX cybeTpariB
JUIS CTUMYJISIT peakilii  OPHITUHOBOTO ITUKJTY
(apri"iny ripoxyaopu, IUTPYJIiH, OpHITHH, L-Kap-
HITUH) 32 yMOBH 30aJlaHCOBAHOTO J[OJIATKOBOTO
BXKUBaHHS He3aMiHHUX amiHOKucoT [7,9,15].

Hesane:xxHo Bij BiKy IHTEHCUBHY JI€TOKCH-
KalliifHy Teparilo MOYMHAITh IPU PiBHI aMOHI0
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nonazx 200 mrmosb/n (350 mkr/mr). JlikyBaHHS
roCTpoi TilpeaMoHieMii ToJisira€ B TOBHOMY 0OMe-
JKeHHI HagaxokenHs Oinka na 24—48 rox, y Tomy
YKCIT eHTepasbHO, TIPH OJHOYACHOMY 3abe3rie-
YeHHI a/leKBaTHOI TifipaTallii 3 BUCOKUM BMiCTOM
[JIOKO3U.  PeKOMeHIyIoTh /OBEHHE BBEIEHHS
10% posuuny riaoro3u (25—35 MJI/KI YIIPOTOBK
90-120 xB), y AKOMY MICTAThCS CKBaHKEPU —
6ensoaT Harpito Ta (enimanerar HaTpito. [lasa cTu-
MyJiAttiil pepmenTy N-areTuaraoraMaT CHHTeTa3n
(NAGS — N-acetylglutamate synthase), sikuii Biz-
MOBiZIa€ 32 BeCh OPHITUHOBUU IUKJ i BUBEIEHHSI
CEYOBUHU, BUKOPUCTOBYIOTh 10% po3umH apriHiny
rigpoxsopuay. 3a HeOOXiHOCTI BBOASTH iHCYJIiH
JUISL MMATPUMKK PiBHS TJIKeMii B MeKaxX HOPMHU.
Jluist 3a0e31eueH s eHePreTUYHOro GaTaHCy PEKO-
MEH/YIOTb JIOBeHHe BBeJleHHS JIiMifiB. BBenenusa
GIJIKIB PO3MOYMHAIOTH JIWIIE TP 3HVKEHHI KOH-
nenTparii amiaky Hmwkde 100 mxmosn/m. Iloka-
3aHHSMM JIO TeMOJiai3y B HOBOHAPO/KEHUX €
piBerb amonito Buire 400 mxmosb /st (700 Mkr /1)
a0 BiACYTHICTH eeKTy BiJ MEIUKaMEHTO3HOI Te-
parii BiipozioBx 4 oz [6,19].

TpancmanTallis T1e4iHKM € aJbTepPHATUBOIO
MeIMKAaMEeHTO3HOMY  JIIKYBaHHIO TSKKOI  (hop-
mu OTCD y HOBoHapoKeHnX abo B pasi yacThx
€eIi30/liB TTOBTOPHOI Tinepamoniemii [3,4]. Kpim
TOTO, TPAHCILJIAHTAIlisl TeYiHKU € BapiaHTOM JIiKYy-
BaHHS TAIEHTIB 13 TSKKUMU TMOPYIIEHHAMU 11U-
KJIy CEYOBUHU, 30KpEMa, MAIlIEHTIB i3 HeOHATAb-
HOIO (OPMOTO0 3aXBOPIOBaHHsI, a0 B THX, Yy KOTO
PEECTPYIOThCAYACTIEIi30/IMIEKOMTICH ATl T, He3BasKa-
I04M Ha ONTUMAaJbHEe MelUKaMeHTO3He JIiKYBaHHS.
AJIBTepPHATUBHOIO TEPAITIEI0 PO3NAAIB IUKIY Ce-
YOBMHU MOJKe OyTH TPAHCIIAHTAIlisI TeIaTOITIB.
[Tpore Bci GioximMiuHi Ta KTiHIYHI KOpEKILii, onucaHi
Ha CbOTO[HI, € TAMYACOBUMM, i TTiCJISI TPAHCIIJIAHTa-
1l rernaToIuTiB He0OXIiTHO IPOBOANUTH TPAHCILIAH-
taitito medinku [14]. TpancrmmanTaliis renaronuTis
MoKe OyTH BHKOPHMCTaHa Pas3oM i3 JOHNOMIKHOIO
YACTKOBOIO  OPTOTOIIYHOIO  TPaHCIJIAHTAIlI€0
dK edeKTUBHE JIKyBaHHS TSOKKMX IAIliEHTIB
3 OTCD i, iiMOBIpHO, MOJIIIITYE CTAH IEHTPAJIbHOI
HepBoBoi cuctemu [11,14,17].

Mema poboTi — HOCHIANTH JiTepaTypHi JzKe-
peJia; BUBYUTH 0coOJMBOCTI MaHidecTarii, KiriHiu-
HUX IPOsIBiB, mepebiry Ta miarnoctrku OTCD.

Kminiyauii BUnmagox

Jisuunxa Y., Bikom 4 poxH, TOCHiTaTi30BaHa
0 BijaiieHHsa autgadol remarosorili Y «Iucru-
TYT TeJiaTpii, akymepcTBa 1 TiHEKOJIoTii iMeHi
akagemika O.M. Jlyk’anoBoi HAMH VYkpainns
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(Y <«IITAT HAMH Vkpaians») 31 ckapramu
Ha O1J1b y JKMBOTI, He TIOB I3aHMIT 3 B)KMBAHHIM 1XKi,
nepiognune OsroBaHHg (OAMH pas Ha 2—3 Micsri),
sKe CyIPOBOJIKYyBaJsacs Ii/[BUILEHHAM PiBHS alle-
TOHY B C€Yi, a TAKOXK 31 CKapraMy Ha JAPaTiBJIUBICTD,
[JTAKCUBICTD, €MOITiiTHY JTablIbHICTh, 3 aHAMHE3Y:
qutuHa — Bix | BaritHOCTi, I TIOJTOTIB, HApOAMTIA-
cst 3 Macoio Tizia 4050 r nIsIXOM KecapeBoro pos-
THHY (c1a0KIiCTh TTOJIOTOBOT isIBHOCTI) Ha 42-MY
TrokHi. Pocia Ta po3BuBasiacs BiAITIOBIHO /10 BiKY,
BiJI OZTHOJIITKIB He BijiCTaBaJIa, IIEIJIEHHSI — 3a Ka-
nengapem. Ha gymKy 6arbKiB, TepIr CHUMITOME
3aXBOPIOBAHHS Y BUIJIAAI OJII0BaHHS, HA TJIi alleTo-
HeMil micjig BKUBaHHS MOJIOKA Ta MOJIOUYHUX TPO-
JyKTiB, 3’siBusincs y Bini 1 pik. Y 3-piuHomy Billi
3'IBUJIMCS CKapru Ha Oijib y JKMBOTI, MOYacTilia-
JIM erizoau OJIIOBaHHS, IePioANYHEe MTOCITyBaHHS
HIDKHDBOI TIeJIel Ta KOPOTKOYacHe 3aBMUPAHHS,
JMTHHA CTasia OLIBII IPATIBIMBOIO, TVIAKCUBOIO.

Y 2020 p. B auTwHU BIiepiie AiarHOCTOBAHO
ITIBUIIIEHHS PiBHS TpaHCaMiHa3 KPOBi: aJlaHiHaMi-
HotpaHcdepaza (AJIT) — 812 On/n, acnapratami-
norpancdepaza (ACT) — 678 Opn/n, remarome-
rajiifo. 3a pesyJbraTaMu 00CTeKeHHsT BUKJIIOYEHO
BipycHi rematutu: A, B, C; Mapkepn aBTOIMyHHO-
ro renatuty — ANA (aHTHHYKJIeapHi aHTHUTiIA),
AMA (antumitoxonapianbhi antutina), LKM-1
(a"THUTIIA 10 MIKPOCOM TI€YiHKM Ta HHUPOK
I Tuny), ASMA (antutina 1o raagkux m’s3iB) —
BiJICyTHi, BCTAHOBJIEHO 3HWKEHHS KOHIIEHTpAIIil
nepyJomiazmMiny B cuposariti kposi — 0,13 r/xa
(nopma — 0,16—0,45 1/1), 32 HOpMaIbHOI 1060BOT
eKckpertiii Mifi i3 cedeto. /st yTOuHEeHHS JliarHO-
3y Ta BU3HAUYEHHSI TAaKTUKH JIKyBaHHS XBOPY TO-
CIIITAJII30BAHO JI0 BiIZIIJIEHHSI JUTSYOI renaToso-
rii /1Y «IITAT HAMH VYxpainu» 3 monepemarim
miarnozoM «Kpumnrorewuuii rematut, MeTabOTid-
He 3aXBOpIoBaHHs Iedinku? Xsopoba Binbcona?
ABTOIMYHHUH renaTuT?».

HocaifzkenHs BUKOHAHO BiJIMOBIHO /IO NTPUH-
numiB lenbcincpkoi geknapariii. Ha mpoBenenns
JOCJTIKEHHS] OTPUMaHO iH(GOPMOBaHY 3rojty 6aTh-
KIB IUTUHU.

Ha momenT rocmitajnmisaiii Ha IIKipi KUCTER
PYK, JIKTbOBUX 1 MiJIKOJIHHUX SMKax Ta CiIHUY-
HUX CKJQJIKaX BUSBJIEHO ITOOJMHOKE POXKEBE,
HaiyJjbo3He BUCUIAHHSI. BigMiueHO 30iablneH-
Hs PO3MIPiB TIEUiHKM 32 PAaxXyHOK IPABOI YaCTKH,
miJIbHO ejractTudHol KoHcucrtenii. Cesesinka Ha
1,5 cM BHCTYIA€E 3-11ij1 Kparo JiiBoi pebepHOi AyTH.
Disziosoriuni BiIIpaBaeHHS — Y HOPMi.

3a pesyJbraTaMu MapakJiHITHOTO 0OCTEKEHHS:
stetikorutosd — 11,17x109/51, He3HAUHE TIi/IBUTIIEH-
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Tabauys
Pe3ynsrat MONEKyNsipHO-reHeTUYHOro AOCIAXEHHS Y., 4 POKU

len Monimopdiam 3uUroTHicTb BapiaHT
FTCD C.763C>T (p.Arg255*) reteposurora [aToreHHun
LARGET c.265C>T (p.Arg89*) feTeposurora raroreHHuin
ACADS8 C.964A>G (p.Met322Val) feTeposurora HeB13Ha4YeHOoro 3Ha4eHHs
OoT1C c.188T>C (p.Leub3Pro) feTeposurota HeBM3Ha4YeHOro 3Ha4EeHHS
PAH c.65C>A (p.Thr22Lys) feTeposurora HeB13Ha4YeHOoro 3Ha4eHHs
PHKG?2 €.556+5G>T (Intronic) [eTeposurora HeB13Ha4YeHOoro 3Ha4eHHs
CHIT1 €.1049 1072dup (p.Trp358*) [eTeposurorta JoBpogakiCHN
CHITH c.304G>A (p.Gly102Ser) [eTeposurora J0o6posiKicHW
FAH ¢.1021C>T (p.Arg341Trp) feTeposurora Jo6posKicHW (ncesaoaediuyTHa anens)
GALC ¢.1685T>C (p.lle562Thr) [omosurora JobposkicHnin (ncenogediunTHa anenb)
GLA C.937G>T (p.Asp313Tyr) feteposurora Job6poakicHul (nceponediunTHa anenbs)

Hs BMicTy TpomOboruTiB — 428%109 /i1, mBUAKICTD
OCiJIaHHsT epUTpPOruTIB — 37 MM/TOM, TiJBU-
nmienHs piBHA Tpancaminaz: AJIT — 699 Ox/n
(nopma — Humkue 40 On/n), ACT — 514 On/n
(ropma — Hmwkue 41 Op/m), ramMma-TiryTamiji-
tpancnenTugaza — 23 U/l (mopma — 3-22 U/I),
antudocdominiHi aHTUTINA Ta aHTUTINA 0 TKa-
HUHHOI TpaHCIJAyTamMiHa3W ¥ J1e3aMiHOBAHOIO
HenTuxy IIiauHy — HeraTuBHi. KoHieHTtparis
25(OH)D3 B cuposariti kpoBi — 70,7 HMOJIb/
(HemocTarHicTp). JITabopaTOPHUX O3HAK MOPYIIIEHD
KaJblliii-hocopHoro oO6MiHy Ta 3ajiza He BUSIB-
JieHo. Y TaIlieHTKy BiaMiueHo GioXiMiyHI TPOSBU
KOaryJ/Ionarii: 3HMKeHHS IPOTPOMOIHOBOIO 1HIEK-
cy 3a Ksikom — mo 38,4% (mopma — 70-130%),
MO/TOBKEHHS pOTPOMOIHOBOTO  Yacy —
26,3 ¢ (mopma — 9-13 c¢), miXkHapojHe HOP-
MaJli30BaHe Bi[HOIIEHHS 2,05 ¢ (Hopma —
0,82-1,22 ¢). Inmri mokasHUKM — y MeKax HOPMHU.
[Iposeneno noraubieHe 0CAiIKEHHs CUCTEMU re-
MOCTa3y i JIaTHOCTOBAHO TIeBHi TIOPYTIEHHS: 3HU-
skerns dakropis 11, V, IX, X, migBuienus piBHs
VIII ta dakropa Binebpanma (daxrop II — 74,3
(ropma — 79-131), dpaxrop V — 34,1 (Hopma —
62-139), daxrop VIII — 290 (nopma — 50—150),
daxrop IX — 27,4 (Hopma — 65—150), hakrop X —
49,7 (wopma — 77-131), dakrop Binebpanma
(axtuB.) — 294,0 (Hopma 49-169), 3a oIiHKOIO
reMaroJsiora, OTpUMaHi pe3yJbraTd He BKa3yloThb
Ha 3aXBOPIOBAHHA CHUCTEMU KPOBIi, a € CBiJUeH-
HAM TOPYIIEHHS CUHTETUYHOI (DYHKINI TediHKu.
3a pesysibrataMy  MOJAJIBIIOTO  TOTIHOJIEHO-
ro JIOCHIKEHHST Ha TIpeaMer MeTaboiuHuX
3aXBOPIOBaHb II0KAa3aHO, 1110 y XBOPOI Ii/iBU-
IeHa KOHIleHTpalis Jakraty — 4,21 mMmomb/7n
(mopma — 0,5-2,2 MMoJsib/J1) Ta amiaky —
238,2 mxmoutb /51 (HOpMa — 21—-50 MKMOJIB/J1) y CH-
pOBATIIi KPOBi, a TAKOK HE3HAUHE 3HMUIKEHHST KOH-
neHTpailii cedoBuHn — 2,6 MMoJib/n (HOpMa —
2,76—8,07Mmouib /1), x0siHecTepazu—4839 MO /n
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(nopma — 5320-12920 MOpu/xn). Konnenrpartist
OPOTOBOI KUCJIOTH B CeUi — y MeKaX HOPMH.

[IpoBeneno B awHaMill  crocTepesKeHHS
6i0XiMIYHIX TTOKa3HUKIB KPOBI 1 BUSIBJICHO CYTTEBE
KOJIMBAHHS MOKA3HUKIB TPaHCaMiHa3, He TIOB sI3aHe
3 mikyBanuam, AJIT: 196—699—377—208 On/x,
ACT 79—514—297—247 On/ .

3a [TaHUMW YJIBTPaA3BYKOBOTO JIOCJi/IKEHHS
CTPYKTYPHUX 3MiH i3 OOKY TTapeHXiMU MMeYiHKKU He
BUSIBJIEHO, @ BCTAHOBJIEHO 30iJIbIIIEHHSI PO3MipiB
[eYiHKU: [Iepe/IHbO-3a/[Hiil pO3Mip I1PaBOi YaCTKU —
105 mm (Hopma — 70-75 mMM), nepeaHbO-3a/IHii
po3Mmip JriBoi yacTk — 43 MM (HOopMa — 35—40 Mm).
3a pesyJbraTaMu €HJIOCKOIMIYHOTO JOCJi/IPKEHHS
BEPXHIX BIJIUIB TLIYHKOBO-KUIIKOBOTO TPAKTY
JiarHOCTOBaHO peduIioKc-e30(darit, epureMaTo3Hy
racTporariio, IyoJeHOracTpaIbHu pedIriokce.

BpaxoBytouu rineprpaHcamiHazeMilo, 3HUKEH-
HS KOHIIEHTPAIll IepyJIoIa3MiHy B CUPOBATIN
KPOBi, 1abOpaTOPHi MPOSIBU KOAryJIoNaTii, Tire-
paMoOHi€EMiI0, IPOBEJIEHO MOJIEKYJISIPHO-TeHeTUY-
He oOcreskeHHst B abopaTopii «Invitaes (CIITA).
XBOpiff BUKOHAHO MaHEJb Ji30COMAJTbHUX PO3-
JIa/liB HAKOTIMUEHHsT — 53 reHu (Jiss BUKJIIOUEH-
Hs1 XBOopoOu Binbcona) i Merabosiuny naneab —
415 reniB. 3a pe3yJbraTaMy IIPOBEIEHOTO JIOCJIi-
JKEHHST BUKJIIOUeHO XBopoOy Binbcona.

Y xBopoi BugBneno narorennuii ren FTCD,
acolifioBaHnii 3 aBTOCOMHO-pelleCuBHUM Jiedi-
IIUTOM rryrtamar hopmaminoTpanchepasu
(mane mopyrreHHs MeTtabosisMy (osaTiB  Mae
CITEKTP KJIHIYHOI HEOIHOPIHOCTI BiA JIeTKOl
KOTHITMBHOI 3aTPUMKH 10 Merajao6jacHoi aHeMii
31 3HAYHOIO 3aTPUMKOIO PO3BUTKY). [latoren-
uuit red LARGE1 (panime Bimomuit ik LARGE)
acoIiiOBaHUil 3 aBTOCOMHO-PEIECHBHOIO M’sI30-
BOI0 AWCTPOdi€io-AUCTPOrTiKaHonatielo Tuin A6
(nucrmikanomaTii - BKJIIOYAIOTh  BaJil  PO3BUTKY
MO3KY Ta o4eil i/abo iHTeseKkTyaapbHuX Baj i/abo
M’si30Boi  ucTpodii). sKoaHux xapakTepHUX 3
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ONMCAHUX BUIIE KIIHIYHUX O3HAK Y TAIlIEHTKU He
BUSIBJIEHO.

Ilicag Bunmcku 3 BIIJIEHHS AUTSAYOl Tera-
TOJIOTTT JIIBYMHIN 32 KOPJIOHOM BWKOHAHO I1OB-
TOpHE BU3HAUYEHHS  KOHIIEHTpaIllii  OpPOTOBOI
KUCJIOTH B C€4l Ta BCTAHOBJIECHO IIi/[BUIECHHS
il koHmenrtpanii — 796 mmoJsib/MOMb (HOpMa —
0—4,41 MMOJIb/MOJID).

3a pesyJbraTaMu TMPOBEAEHOTO OOCTEKEHHS:
KJIiHIYHI cuMiTomu (TTiaBHIIEHa 30YAIMBICTD, €MO-
1iifHa J1abIBHICTD, OLJTb Y JKUBOTI, peIuanBHe OJII0-
BaHHs, KETOHEMis), MapakJIiHIYHOIO O00CTEKEHHSI:
rineprpancaminazemid (710 20 HOpM ), TinepaMoHiEMis
(110 5 HOpM), MiZIBUIIIEHHS KOHIIEHTPAIlil OPOTOBOI
KUCJIOTH B cedi (710 160 HOpM), MOJIEKYISIPHO-TEHE-
TUYHE JOCTI/UKEeHHST (BUSBJIEHO TeH HEBU3HAYEHO-
ro nocivicrea OTC, acomivioBanuil 3 X-34eryieHUM
OTCD), y xBopoi piarnocroBano ciiaikosuii OTCD.

JIiBUMHII [PU3HAYEHO €Ty 3 OOMEKEHHSIM
OLJIKIB POCJIMHHOIO 1 TBAPMHHOIO IIOXO/KEHHS
(20 r 6inka Ha 100y), npenapaTu, sKi CIPUSIOTH
MEPETBOPEHHIO aMiaKy B CEYOBWUHY Ta BUBEEH-
HIO — rutitepos (eHiIoyTrpar, MUTPYJIiH, KOM-
IJIeKC MIiKpoeJieMeHTIB, BiTaMiHIB 1  3aJji3a.
3a 4 TUXKHI Bifi TIOYATKy Teparlii y XBOPOI HOP-
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