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HaseaeHo nitepatypHi AaHi Ta BnacHe CnocTepexeHHs 3a NauieHToOM AOLWKINbHOro Biky 3 AeDilUMTOM OPHITUH-TpaHckapbaminasu. Lle 3axso-
PIOBaHHA XapakTeprnayeTbCsa HaaAMIPHVIM HAKOMMYEeHHAM amiaky B OpraHiami, Lo NPpr3BOANTL A0 YPaxXeHHA HEPBOBOI CUCTEMMN, LLITYHKOBO-KMLLI-
KOBOrO TpakTy Ta NOPYLUEHHSA DYHKLIT neviHku. Mae reHeTV4HO 0OYMOBIEHWIA MEXaHI3M PO3BUTKY, MOB'A3aHNiA 3 MyTauiamu reHa OTC.

MeTa — BVB4YMTM OCOOAMBOCTI MaHipecTauii, KNiHiYH1MX NPOSBIB, Nepebiry Ta AiarHOCTVKM AeDIUUTY OPHITUH-TPaHCKapbaminasu.

KniniuHnin BUnagoK. /lisusHka Y. rocnitanisoBaHa Ao BiaAineHHs Auta4yoi renatonorii 3i ckapramu Ha 6inb y XMBOTI, NnepioanyHe O1ioBaHHS,
AKe CynPOBOMAXYBANOCS MIABMLLEHHSM PIBHS alETOHY B Cedi, a TakoX 3i ckapramu Ha ApaTiBAMBICTb, MIAKCUBICTb, EMOLIHY NabinbHICTb i
NiOBULLEHHA DIBHS NeYiHKOBKMX NPOo6. Mia Yac 06CTEXEHHA BUABNEHO renarocnneHomMeranito, 3a AaHnmm nabopartopHX TECTIB — KONMBAHHSA
PiBHA TPAHCaMiHa3 KpoBi B Mexax 4—20 HOpM, rinepaMOoHiEMItO, NIABULLEHHS KOHLEHTPAaLLi OPOTOBOI KMCNOTK B cedi. NpoBEAEHO MONEKyNap-
HO-FeHeTVYHEe AOCAIOXEHHS Ta BUABNEHO reH HeBu3HadeHoro HocincTea OTC, acoujitoBaHnii 3 X-34enneHnm AedilToM OpHITUH-TpaHcKap-
6aminasu. MprsHadyeHo MeTabOoNIYHY Tepanito Ta xapyyBaHHS 3 0OMexXeHM BMICTOM Bilka, Ang NonepeakeHHs rinepamMoHiemMii.

BucHoBok. [ediunt TpaHckapbaminasy — piakicHe reHeTu4He 3axBOPIOBaHHS, L0 XapakTepuayeTbCst HaAMIPHUM HaKOMUYEHHAM amiaky
B OpraHia3mi 3 TMNOBOIO KNIHIYHOO Ta N1abopaTopHOIO CUMNTOMAaTUKO. Br3HaYeHHA KOHLUEHTPpauji amiaky Ta MONekynapHO-reHeTnyHe A0Chi-
[KEHHH € BX/IMBOIO OJarHOCTUYHOIO CK1aA0BOI0 B [iTel I3 3aXBOPIOBAHHAMM MNEYIHKM, MOEOHAHOI0 3 YPXEHHAM IHLUNX OPraHiB Ta CUCTEM.
HecBoevacHa aiarHoCTuKa Ta NikyBaHHS KOPEMOTh i3 TAXKICTIO 3aXBOPIOBAHHS, PO3BUTKOM HENOMNPAaBHNX 3MiH, iHBaniaM3alji Ta MoXavBoi
CMEPTI B PaHHBOMY BiL.

JlocnigxXeHHa BUKOHaHO BIANOBIAHO A0 NPUHUKMNIB [enbCiHCbKOI Aeknapadji. Ha npoBeneHHs AOCNIOKEHHS OTPUMaHO iHHOPMOBaHY 3roay
6aTbkiB OUTUHN.

ABTOPYM 3asBNS0Tb NPO BIACYTHICTE KOHDANIKTY IHTEPECIB.

KniouoBi cnoBa: 1ediunt opHiTUH-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.
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editmT opHiTHH-TpaHCcKapOaminasu (or- cs1 HaJAMIPHMM HaKOIIMYEHHsI aMiaKy B KpPOBi Ta
nithine transcarbamylase deficiency — € HaiimommpeHimuM cragkoBUM Ae(EeKTOM UKy
OTCD) € pigkichum X-3uerienuM cuHTedy cedoBuan (UCD). Yacrora mommpen-
TeHeTUYHNM 3aXBOPIOBAHHAM, 3 aBTocOMHO-perti- HI OTCD cranosuth 1 Bumamox wa 14-70 000
CUBHMM THWIIOM YCIAJKYBaHH:, XapaKTEePU3yEThb- HOBOHAPO/KEHUX Ta TIOB'SA3aHUI 3 MYTAIli€I0
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rena OTC, Tozmi gk 3arajibHa YacToTa MOPYIIEHD
IIUKJIY CEYOBUHU CTAHOBUTD PprOM3HO 1 BUmamok
Ha 8 000 HoBonaposkenux [2,8]. Ten OTC ito-
nuHu  postamoBaHuii Ha Xp21.1  xpomocomi
3 nosxkuHoo 73 kb, mo wmicrute 10 exsonis
i9inTpownis [ 10]. MyTartii rena OTC € myzxe retepo-
FeHHUMH, a TIOBTOPIOBAHI BapiaHTH TOCJIi/JOBHOCTI
3MIHIOIOTHCS 3aJ1€KHO Bijl €THIUHOI TPUHAJIEKHOCTI.
Ha meit wac imenTtudikoBano monax 400 myrta-
1iil Ta IPOMOBKYIOTh BUSIBJISTA MyTallii de novo.
I3 341 BusBiieHol myTariii 149 — Gysu 1moB’s13aHi
3 HEOHATAJIBbHUM [TOYATKOM TillepaMOHieMii (ITpoTsi-
TOM IIEPIIOTO THIKHS JKUTTS ), 70 — ciocTepiraancs B
HAIEHTIB Y0I0BIY01 cTaTi 3 GIJIBII MMiI3HIM ITOYATKOM
rinepamoniemii, 121 — Oyau BusBIeHI B Te-
TEPO3UTOTHUX  HOCIIB  KiHouoi crari [18].
3a IaHNUMH JIiTepaTypu, HAUTIOMUPEHITNMA MyTa-
mismu B Amonii € R40H i R227 W, a B Icmanii —
R129H, R40H i G195R [12,13,20].

ITportec ekcmpecii rena OTC BigOyBaeThest
dK y Te4iHIli, TaK 1 B KUIIEYHUKY, ajie TMOBHUUI
IIUKJT eKcIpecii — jimtie B edinii. OpHiTUH-TpaHC-
kapOaminaza (OTC) katamisye  yTBOpPEHHs
UTPYJIiHY 3 OpHiITHHY Ta Kapbamain docdary.
[ledinut mporo gepmeHTy TPU3BOAUTH 10 HAJl-
JIMIIIKOBOI  MPOAYKILT kapbamaindochaty, skuii
y TIOJIAJTBINIOMY 3B’SI3YETHCS 3 ACIIAPTATOM, YTBOPIO-
1041 HAJIJINIIIOK OPOTOBOI KUCJIOTHU. [[iarHOCTUYHO
3aXBOPIOBAHHS XapaKTePU3YEThCS IiABUIICHIM
BMICTOM OPOTOBOI KMCJIOTHU B C€4i B yMOBaXx ITi/[BU-
MIEHOTO BMICTy aMiaKy TaaJlaHiHy BCUPOBATII KPOB.
Amiak, IK¥i1 yTBOPIOETHCS ITPH POSIIETICHH] O1IKIB
B OpraHi3Mi, € TOKCUYHUM, SKIIO 0TO PiBEHD CTa€
3aHaATO BUCOKUM. OCOOJIMBO YyT/INBA 10 BILUIUBY
HAJIJTMIIKY aMiaKy HepBOBa CUCTEeMA.

[IposBu OTCD ¢dhenoTnmoBo MOKHA TTOITUTH
Ha JIBl TPYIHU 3aJI€’KHO BiJl 4yacy MOSIBU KJIHIYHOI
cuMrToMaTuku. MoXJIUBUN paHHIN (BiK Touat-
Ky — <30 xi6 micJst HapOKEHHsT) 1 TMi3Hil ToYa-
ToKk (BiK mouatky — >30 xi6). Haituacrime 3a-
XBOPIOBAaHHST PEECTPYETHCS B 0Ci0 40/I0BiUOi cTaTi
Ta HaiTspkye Tepebirac B 1mepir 00U SKUTTSI.
Hewmosagra 3 HeonatambHOO (HopMoto gediruTty
OTC € masaBuMH, BIIMOBJISIOTBCA Bijl T)Ki, TIOpY-
HIYETBCS PETyJIsAllis TeHTPYy [UXaHHs Ta TepMore-
He3y, MOKJIMBUI PO3BUTOK CYIOM, KOMH Ta PAHHBOT
HeoHaTasbHOI cMmepTi. [IporpecyBannsi 3axBopro-
BaHHS IPU3BOJUTD JI0 3aTPUMKU HEPBOBO-TICUXiY-
HOTO PO3BUTKY, 1HTEJEKTYaJIbHOI HEJOCTAaTHOCTI
Ta MPOTPECYIOYOTO yPaKeHHS TEUiHKU. Y NesdKnuX
oci6 ozuaku Ta cummromu gedirury OTC MOKYTH
OyTH MEHII BUPA3HUMU Ta 3'SIBJISTHCS Ii3HIIIe.
[Tisua ¢opma 3aXBOPIOBAHHS 3YCTPIYAETBCA K
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y 4OJIOBIKIB, Tak i B skiHOK. Ocobu 3 mi3HiM 1moyat-
koM stedimuty OTC MoxyTh BiuyBatu emizojn
3MiHM [ICUXIYHOTO CTATYCY, TaKi sSIK MapeHHsl, epe-
majn HacTpo abo 3HIKEHWI PiBEHDb CBiIOMOCTI,
rOJIOBHUI 6iJ1b, IepiognyHe OJIOBaHHS, Bifpasa 10
61JIKOBOI TKi Ta cyoMu. 3a pe3yJbraTaMu MpoBe-
JIEHOTO JIOCJII/PKEHHSI 3 BCTAHOBJIEHUM [1arHO30M
OTCD, B Amnownii cMepTHiCTh CTAaHOBUTDH 48,5% ce-
pezn 4osioBiKiB i 25,0% y KiHOK. Y fiTeii 3 paHHIM
MMOYATKOM 3aXBOPIOBAHHS CMEPTHICTh CTAaHOBUTH
80,0%, a B ocib i3 misHimM moyarkom — 24,5% [5].
[TepeBaskHy OibIICTh TiIEPAMOHIEMIYHUX KPU3iB
IIPOBOKYE MOCUJIeHE CIOKMBaHHs Oika [16].

OcCHOBHI  CUMIITOMM  TIOJIJIIOTBCS  Ha  JIBi
rpynu. Jlas nepiioi  XapaKTepHUMU € IPOSIBU
yPaskeHHsT TLTYHKOBO-KUIIKOBOTO TPAKTYy: OJIf0-
BaHH#, BiZiMOBa Bij iKi, OiTb ¥ JKUBOTI, TIOPYIIIEH-
Hg ((yHKIiT medinku. /[pyry Tpymy CTaHOBJISATH
HEBPOJIOTIYHI TPOSBU: IIBUKA BTOMJIOBAHICTD,
MJISIBICTD, /IPaTiBJIMBICTb, CY/IOMH, 3aTPUMKa He-
PBOBO-TICUXIYHOTO PO3BUTKY, TOPYIIECHHS CHY,
TOJIOBHUIA O1J1b, M'130Ba TIIIOTOHIsI, aKpoaHeCcTesid,
MOPYIIEHHS [UXaHHS, Pi3HOrO PiBHSA IOpYIIEH-
HSI CBIZIOMOCTI 3 PO3BUTKOM KoMu. CuUMIITOMATH-
Ka MOCUJIIOETHCA TCJs BXKUBAHHA 13Ki 3 BUCOKUM
BMicTOM OiJIKa, TIPY rOJI0LyBaHHI, iH(DEKITIsX, TpaB-
Max, ofeparlisiX, 3aCTOCYyBaHHI KOPTUKOCTEPOIIiB
Ta BAJIBIIPOEBOI KUCI0TH [2,8].

Jlnsg  giarHOCTYBaHHSI  PI3HMX — THIIB  Tinep-
aMOHIEMIl BM3HAUYAIOTh BMICT aMiaKy B KpOBi, Me-
TabOJIiTIB OPHITUHOBOIO IMK/IY B KPOBI Ta cedi, ak-
TUBHICTH (hepmenTy B Giomratax nedinku. OCHOBHA
JIIarHOCTUYHA O3HAKa — TI/[BUIIIEHHST aMiaKy B KPOBI.
Bwmicr amiaky B kpoBi Moske carati 6 000 MkMoJIb,/J1
(y Hopmi — 60 MkMOTB/1). TTpoTe B OiJIbIIOCTI XPOHIiY-
HUX BUIA/IKIB PiBEHb aMiaKy MOKe ITi/IBUIILYBATUCI
JILIIE THC/Ist OLIKOBOTO HaBaHTasKEHHsT ab0 IIPOTATOM
TOCTPUX yCKJIaTHEHD 3aXBOPIOBAHHS.

[Iporuos 3anexuTh Bijl TAKKOCTI 3aXBOPIOBaH-
HS Ta € HeCHPUSATIUBUM Yy TAIIEHTIB i3 PAaHHBOIO
HEOHATaJbHOIO (POPMOIO 3aXBOPIOBAHHS.

[IpodinakTuka TEepBUHHUX  TPOSIBIB  3a-
XBOPIOBaHHS 1 TimepaMoHieMil BKiodae oOMe-
JKEHHS CIIOKMBAHHsT O1/1Ka eHTepaIbHO, TPU3HAYECH-
H CIIeNiaJbHUX MOJIOUHUX CyMIillleld 1 JIiIKapChKUX
Mpenaparis, sIKi 3aXOIJTIOI0Th a30T (CKBaH/KEPH ),
a Takoxk KodepMmeHTiB i medinuTHux cybcTparis
JUId  CTUMYJIAIIT Peakilii OpHITUHOBOTO ITUKJIY
(aprininy rizpoxysopu, HUTPYJIiH, OpHiTUH, L-Kap-
HITUH) 32 YMOBH 30a7aHCOBAHOTO JOJATKOBOTO
BJKMBaHHsI He3aMiHHUX aMiHOKuCIOT [7,9,15].

Hesanexxno Biji BiKy IHTEHCUBHY JI€TOKCH-
KallifiHy Teparniio MOYMHAIOTh MPU PiBHI aMOHIIO
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nonaz 200 mxmous/a (350 Mkr/mn). JlikyBanHs
rocTpoi TilpeaMoHieMil TOJISITa€ B TIOBHOMY 0OMe-
JKEeHHI HaJXO/KeHHs Oinka Ha 24—48 rox, y Tomy
YKCIT eHTEpPaJbHO, TPH OJHOYACHOMY 3abesrie-
YeHHi aJieKBaTHOI TijpaTtailii 3 BUCOKUM BMiCTOM
TJIOKO3U.  PeKOMEeHIyIOTh /OBEHHE BBEIEHHS
10% posunny Tmoko3u (25—35 MJI/KT YIIPOIOBIK
90—-120 xB), y 9KOMY MiCTATbCSI CKBAaH/KEPU —
GeHzoaT HaTpito Ta derigamnerat HaTpito. st cTu-
MmyJsatii pepmenty N-ameTuararoraMar CHHTETa3n
(NAGS — N-acetylglutamate synthase), sikuii Biz-
MOBI/Ia€ 32 BeCb OPHITUHOBUM IWKJI 1 BUBE/EHHS
CEYOBUHU, BUKOPUCTOBYIOTH 10% po3umH apriHiHy
riipoxopusy. 3a HeoOXiZHOCTI BBOAATH IHCYJIiH
JUIS MATPUMKA PiBHSA TJKeMii B MeKaxX HOPMU.
Jlns 3abe3rieueHHs] eHEPreTHYHOTO OAJIAHCY PeKo-
MEH/IyIOTb JIOBEHHE BBEJICHHS JIili/liB. BBemeHHs
OL/IKIB PO3IOYMHAIOTH JIMIIE [PU 3HUKEHHI KOH-
nenrtpaiii amiaky Huxkde 100 mxmomnb/n. Iloka-
3aHHSIMU JIO TeMojliali3y B HOBOHAPO/KEHUX €
piBerb amonito Buiie 400 mxmours/ (700 MKr/1r)
abo BizicyTHICTD eheKTy BiJl MEANKAMEHTO3HOI Te-
partii BipoioBx 4 rozx [6,19].

TpancrianTallia TeYiHKM € aJbBTEePHATUBOIO
MEe/IMKAaMEHTO3HOMY  JIKYBAaHHIO TSKKOi  hop-
M OTCD y HOBOHapoKeHNX abo B pasi yacTux
emi30/iB TTOBTOPHOI Tinmepamoniemii [3,4]. Kpim
TOTO, TPAHCIJIAHTAITISI IEYiHKU € BAPiaHTOM JIKY-
BaHHS MAIEHTIB i3 TSKKUMU MOPYIIEHHIMU 11-
KJIy C€YOBUHU, 30KpeMa, MAaI[i€EHTIB 13 HeOHATab-
HOIO (hOPMOTO 3aXBOPIOBaHHs, ab0 B THX, Yy KOTO
PEECTPYIOThCAUACTIETTi30UIeKOMIICH CAITiT, He3BaKa-
1091 Ha OMITUMAJhbHE MeIUKaMEHTO3He JIiKyBaHHSI.
AJIBTEpHATUBHOIO TEPAITIEI0 PO3JIA/AIB IUKIY Ce-
YOBUHU MOKe OyTH TPaHCIJIaHTAIlisl TeIaTOINTIB.
I[Tpore Bci GioxiMivHi Ta KITIHIYHI KOPEKIIii, OTrcaHi
Ha CbOTOJ[HI, € TAMYACOBUMU, 1 TTiCJIS TPAHCILJIaHTa-
11 TeraTonuTiB HeOOXiAHO IIPOBOAUTHI TPAHCILIAH-
tarifo nevinku [ 14]. TpancnmanTallis remaTouTis
MOKe OyTH BHKOPHCTaHA Pa3oM i3 JOMOMIKHOIO
YAaCTKOBOIO  OPTOTOMIYHOIO  TPAHCILJIAHTAIlIE0
dK edeKTUBHE JIKYBaHHS TSOKKUX —TMAIli€HTIB
3 OTCD i, fimoBipHO, MOTINIIYE CTaH IIEHTPATBHOT
HepBoBoi cucremu [11,14,17].

Mema poboTi — fOCHIAUTH JTiTEPATYPHI JKe-
peJia; BUBYMTH 0COOJMBOCTI MaHidecTallii, KiHiu-
HUX MPOsIBiB, epebiry ta miarsoctukun OTCD.
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(Y <«IITAT HAMH VYxpaiauy») 3i ckapramu
Ha GiJIb Y JKMBOTI, He TIOB’sI3aHUI 3 BJKMBAHHSIM T3Ki,
nepioanyHe OsoBanHs (OAUH pa3 Ha 2—3 Micari),
sgKe CyIpPOBOJKYBasacs IiBUIIEHHAM PiBHS alle-
TOHY B C€4i, a TAKOJXK 31 CKapramMmu Ha JIPaTiBJIUBICTb,
IJIAKCUBICTD, €MOIiiHY JTabiIbHICTh. 3 aHAMHE3Y:
autuHa — Bixg I BaritHocti, I mosoriB, HapoamIa-
cs1 3 Macoro Tizta 4050 1 MIISIXOM KecapeBOro po3-
TUHY (CTa0KiCTh IOJIOTOBOI MislIBHOCTI) Ha 42-My
TrskHi. Pocsia Ta po3BuBasiacs BiAiITIOBiIHO /10 BIKY,
BIJ{ OZ{HOJIITKIB He BijicTaBaJia, LIEILJIEHHSI — 3a Ka-
germapeM. Ha mgymky 6arbkiB, mepiii CUMITTOMK
3aXBOPIOBAHHS y BUTJIsI/I OJIIOBAHHS, HA TJIi alleTo-
HeMil MmicJid BXKUBAHHSA MOJIOKA Ta MOJIOUHUX ITPO-
NyKTiB, 3'aBummcs y Biti 1 pik. Y 3-piunomy Biti
3'ABUJIHCST CKapr Ha Oib Y JKWBOTI, MOYacTilma-
JIU eTi30/1u OJIIOBAHHS, TEPIOJNTHE MOCITyBaHHS
HIUZKHBOI 1I[eJIell Ta KOPOTKOYacHe 3aBMMPAHHS,
JIUTUHA cTasia GiJIbII PATiBIUBOIO, TIAKCHBOIO.

Y 2020 p. B auTuHU BIepIie AiarHOCTOBAHO
Ii/IBUIIIEHHS PiBHSI TPaHCAMiHa3 KPOBi: ajlaHiHaAMi-
norpaHcdepasa (AJIT) — 812 On/n, acnapraTami-
Horpancdepasza (ACT) — 678 Op/m, rematome-
rajiiio. 3a pe3yJbraTaMu 00CTEKEHHsT BUKIIOYEHO
BipycHi renatutu: A, B, C; Mmapkepu aBTOIMYHHO-
ro renatuty — ANA (aHTHHYKJI€apHi aHTHUTIIA),
AMA (aatumitoxonapianphi anturtina), LKM-1
(aHTHTIIA 10 MIKPOCOM TE€YiHKM Ta HHUPOK
I tumy), ASMA (antuTina go raajkux M'si3iB) —
BiJICYTHi, BCTAHOBJIEHO 3HUKEHHS KOHIIEHTpAIlil
1epyJsomiasMiny B cuposarii kposi — 0,13 r/xn
(Hopma — 0,16-0,45 1/11), 3a HOpMaIbHOI 1060BOT
eKckpellil Mifi i3 cevero. /{1t yTOUHEHHS JliarHO-
3y Ta BU3HAUYEHHS TAaKTUKW JIKyBaHHS XBOPY TO-
CIITAJII30BAHO JI0 BIJIJIEHHST IUTSIYOI TEMaTos0-
rii 1Y <«IITAT HAMH VYxpaiau» 3 nomnepemim
miarnozoM <«Kpunrorennuii rematut, MeTaboJIiy-
He 3aXBOpOBaHHs Nedyinku? XBopoba Binbcona?
ABTOIMYHHUII TETTATUT ?>.

HocmiskeHHsT BUKOHAHO BiINIOBIZIHO /10 TIPUH-
nuniB lenbcincpkoi geknapaiii. Ha mpoBenenns
JOCJI[DKEHHS OTPUMAaHO iH(HOPMOBaHY 3rofy 6aTh-
KiB IUTUHU.

Ha momeHT rocmitasmizariii Ha TIKipi KUcCTen
PYK, JIKTHOBUX 1 MiJIKOJIHHUX SAMKaX Ta CiJIHWY-
HUX CKJAJKaX BUSBJIEHO ITOOJMHOKE POXKEBE,
namyJjibo3He BUCHIIAHHS. BigmideHo 30iblneH-
Hs PO3MIPIB MEYiHKKU 32 PaXyHOK ITPaBOi YacCTKH,
HIiBHO enacTdHol KoHcucTeHIlii. Ceje3inka Ha
1,5 cM BHCTYIIa€ 3-Tia Kparo JiBoi pebepHOi IyTH.
Diziosioriuni BifIIpaBIeHHS — Y HOPMI.

3a pesyJsibraTaMy MapakJIiHIYHOTO 0OCTEKEHHST:
serikorutos — 11,17x109/71, He3HAUHE TIi/IBUIIEH-
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Tabruys
Pe3ynsraTt MONEeKynsapHO-reHeTUYHOro AOCHIAXKEHHS Y., 4 POKU

len Monimopdizm 3UroTHicTb BapiaHTt
FTCD C.763C>T (p.Arg255™) rerTeposuroTa [latoreHHun
LARGET C.265C>T (p.Arg89*) [eTeposurora [laroreHHun
ACAD8 €.964A>G (p.Met322Val) [eTeposurora HeBr3Ha4YeHOro 3Ha4eHHA
oTC c.188T>C (p.Leub3Pro) [eTeposurora HeBuraHa4eHoro s3Ha4eHHsaA
PAH Cc.65C>A (p.Thr22Lys) feTeposurora HeBr3Ha4YeHOro 3Ha4eHHA
PHKG?2 ¢.556+5G>T (Intronic) leTeposurota HeBM3HA4YEeHOro 3Ha4YEeHHA
CHIT1 ¢.1049 1072dup (p.Trp358*) [eTeposurorta [0oBposAKiCHUN
CHIT1 ¢.304G>A (p.Gly102Ser) [eTeposurorta [0BpOoaAKiCHUN
FAH c.1021C>T (p.Arg341Trp) [eTeposurorta Lo6posakicHul (nceaonediunTHa anenbs)
GALC ¢.1685T>C (p.lle562Thr) fomo3suroTa JobpogakicHnin (nceaoaediupnTHa anenb)
GLA €.937G>T (p.Asp313Tyr) [eTeposurora Lo6poakicHu (ncesponediunTHa anenbs)

Hs BMicTy TpombonuTiB — 428x109 /11, mBUAKICTD
ocimanHs epurpoumTiB — 37 MM/TOx, TiJABH-
nieHHsd piBHsg TpaHcaminas: AJIT — 699 Op/n
(mopma — mwmxue 40 Omn/m), ACT — 514 Op/n
(mopma — uwmxde 41 Om/m), ramma-TIIyTami-
tparcrenTtugasa — 23 U/l (nopma — 3-22 U/1),
anTudocdourimiHi aHTUTIJIA Ta aHTUTIJA 0 TKa-
HUHHOI TpaHCTAyTaMiHa3W W  J1e3aMiHOBAHOTO
NenTuy TmaanHy — HeraTwBHI. KoHIieHTparis
25(OH)D3 B cuposariii kpoBi — 70,7 HMO/B/ 1
(HemocrarHicTp). JlabopaTOpHUX O3HAK MOPYIIEHD
KautbIliii-hochopHoro oOMiHy Ta 3aiiza He BUSIB-
JIeHo. Y MallieHTKH BigmiyeHo OioXiMiuHi IIPOsBU
KOaryJiomnarii: 3HIKEHHsST TPOTPOMOIHOBOTO i1HIEK-
cy 3a Kikom — mo 38,4% (mopma — 70-130%),
MO/IOBJKEHHST  TIPOTPOMOGIHOBOTO  Yacy —
26,3 ¢ (mopma — 9-13 c), mMikHapomHEe HOP-
MaJlizoBaHe BiJ[HOIIEHHSI 2,05 ¢ (Hopma —
0,82—1,22 ¢). Tnnri nmokazHukM — y Mekax HOPMH.
[TpoBeziero mornbIIeHe HOCTIKEHHST CUCTEMHU Te-
MOCTa3y 1 J[iarHOCTOBAHO TIEBHI TTOPYIIIeHHH: 3HU-
sxkenns dakropis 11, V, IX, X, migBuinenas piBas
VIII Tta dakropa Binebpanma (dhaxrop I — 74,3
(mopma — 79-131), daktop V — 34,1 (Hopma —
62-139), daxrop VIII — 290 (nopma — 50—150),
daxrop X — 27,4 (Hopma — 65—150), haxTop X —
49,7 (mopma — 77-131), dakrop Bimebpanma
(aktuB.) — 294,0 (mopma 49-169), 3a oOIiHKOIO
reMarosiora, OTPMMaHi pe3yJabTaTh He BKa3yIOTh
Ha 3aXBOPIOBAHHS CUCTEMU KPOBI, a € CBijlueH-
HAM TIOPYIIEHHSI CUHTETUYHOI (DYHKITIT TIeUiHKH.
3a  pesyJbraTaMu  IOAAJBIIOTO  TOTIUGJIEHO-
ro JIOCHIIKEHHST Ha IpeaMer MeTaboJiuHuX
3aXBOPIOBAHb II0OKAa3aHO, 110 Yy XBOPOI IijIBU-
IeHa KOHIIeHTpamis Jakrtaty — 4,21 MMoib/m
(HOpMa 0,5-2,2 MMOJIb/JT) Ta amiaky —
238,2 mxmouth /7t (HopMa — 21-50 MKMOJIB/J1) y CH-
pOBaTIli KPOBi, a TaKOK He3HAUHE 3HUKEHHSI KOH-
neHTpaiii cedoBunn — 2,6 MMoab/n (HOpMa —
2,76—8,07Mmouib /1), xosiHecTepasn—4839 MO /i
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(mopma — 5320-12920 MOgx/n). Konmenrpaitis
OPOTOBO1 KUCJIOTHU B C€Yl — y MesKaxX HOPMHU.

[IpoBeneno B  aAWHAMII  CIIOCTEPEKEHHS
6i0XIMIYHUX MOKAa3HUKIB KPOBI i BUSIBJIEHO CYyTTEBE
KOJINBAHHS TIOKA3HUKIB TPaHCaMiHa3, He OB si3aHe
3 gikyBanHaM, AJIT: 196—699—377—208 On/n,
ACT 79—-514—297—247 Opn/n.

3a JaHUMW yJIBTPA3BYKOBOTO JIOCJIiKEHHS
CTPYKTYPHUX 3MiH i3 OOKY HapeHXiMu IIe4iHKK1 He
BUSIBJIEHO, a BCTAHOBJIEHO 30LJIBIIEHHST PO3MIpiB
TTeUiHKH: TepeTHhO-3a/THITl PO3Mip MMPaBOi YaCTKU —
105 mm (Hopma — 70-75 MM), HepeaHbO-3a/IHii
po3Mmip JiBoi yacTku — 43 MM (HOpMa — 35—40 MMm).
3a pesyJbraTaMu €HJIOCKOIMIYHOTO JOCIIiKEHHS
BEPXHIX Bi/UIIJIIB HIJIYHKOBO-KUIIKOBOIO TPaKTY
JliaTHOCTOBAHO pedJoKkc-e30(ariT, epuTeMaTo3Hy
racTporario, yoJeHoracTpaIbHUN pedIrrokce.

BpaxoBytoun rineprpaHcamiHazeMito, 3HUKEH-
HS KOHIlEHTpaIlil 1epyJolia3MiHy B CUPOBATII
KpOBi, J1abOpaTOPHI IMPOSBM KOaryJomnaTii, rime-
PaMOHIEMIIO, TPOBEJEHO MOJIEKYJISIPHO-TEHEeTUY-
He obcrexkeHHs B sabopatopii «Invitae» (CIITA).
XBOpili BUKOHAHO ITaHeJb Ji30COMATbHUX PO3-
JIaJliB HAaKOMU4YeHHsT — 53 reHu (JJIs1 BUKJIIOYEH-
Hs1 XBopoOu Bisbcona) i Merabosiuny HaHeab —
415 reniB. 3a pesyJbraTaMu IPOBEIEHOTO OCJIi-
JUKEHHST BUKJTIOYeHO XBOPoOy BinbcoHa.

¥ xBopoi BusBieno martorennuii ren FTCD,
acollifloBaHNI 3 aBTOCOMHO-pelleCUBHUM jedi-
IUTOM rJryTamar opmaminoTpanchepasu
(mane mopymieHHss MeTabojisMy dosaTiB  Mae
CIIEKTP KJIIHIYHOI HEOJHOPIJIHOCTI BiJl JIerKoi
KOTHITUBHOI 3aTPUMKHU 0 Merajao0/acHOi aHeMii
31 3HAUHOI 3aTPUMKOI pO3BUTKY). llaToren-
uuii ten LARGE1 (panime Bijomuii sk LARGE)
acoIINOBAaHUN 3 aBTOCOMHO-PEIECUBHOIO M S30-
BOIO aucTtpodieto-auctporiikanonarieio tumn A6
(mucramikanomaTii  BKJTIOYAIOTh Bajd  PO3BUTKY
MO3KY Ta O4Yeil i/abo iHTeseKTyaapbHux Bas i/abo
M’s130Bo1  auctpodii). sKomnmx xapaktepHux 3
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ONMCAHUX BUIIE KJIIHIYHUX O3HAK Y NAI[IEHTKA HE
BUSIBJIEHO.

[Ticna Bunucku 3 BiJUIJIEHHS JUTAYOl Temna-
TOJIOTIl JIBYMHII 32 KOPAOHOM BHMKOHAHO IIOB-
TOpHE BU3HAUEHHA  KOHIIEHTPAIlii  OPOTOBOI
KUCJOTU B Ce4Yi Ta BCTAHOBJIEHO MiJBUIIECHHS
ii koHmenrpaiii — 796 MmoJsib/MOb (HOpMa —
0-4,41 MMOJTb/MOJIB).

3a pesyJbraTaMu  MPOBEIEHOTO  OOCTEKEHHS:
KJIHIUHI cuMiTomu (migBuiieHa 30yIMBiCTh, €MO-
1iiiHa J1abiIbHICTD, OLJIb Y KUBOTI, peluauBHE OJII0-
BaHHs, KETOHEMisl), MapakJiHIYHOTO OOCTEKEHHSI:
rineprpancaminazemis (710 20 HOpM ), TilepaMOHIEMis
(110 5 HOpM), MiZBUIIEHHS KOHIIEHTPAIlil OPOTOBOI
KkucyoTH B cedi (10 160 HOpM), MOJIEKyISIPHO-TEHe-
TUYHE JIOCTI/UKEeHHST (BUSBJIEHO TeH HeBU3HAUYEHO-
ro nHocifictBa OTC, acoriiioBanuii 3 X-34eIlIEHUM
OTCD), y xBopoi piarnocroBano criiagkosuii OTCD.

JliBUUHII TpU3HAYEHO €Ty 3 OOMEKEHHSIM
OLIKIB POCIMHHOIO 1 TBaPUHHOTO MOXOKEHHS
(20 r 6inka Ha m00y), mpenapaTH, siki CIPUSIOThH
MEePeTBOPEHHIO aMiaKy B CEYOBUHY Ta BHBE/EH-
HIO — TJIiepost (eHinbyTupar, MuTpyJIiH, KOM-
IJIEKC ~MIiKpoeJeMeHTiB, BiTaMiHiB 1 3aii3a.
3a 4 TUXKHI BiJl 1OYATKy Teparlii y XBOPOI HOP-
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