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3ananbHe 3axBopioBaHHA kuevHnka (33K), wo Bkodae xBopoby Kpora (XK) i HecneundivHmii Brpaskosuin konit (HBK), € XpoHidHolo
CUCTEMHOIO iAjoNaTMYHOIO NaToNOMEI0 KMLWKOBOIO TPAKTy 3 nodakuikoBumy npossamn (MKM) y aeskux xgopux. OAHVM i3 Ha4acTilmX
YCKNaAHEHb Y TakMX NALEHTIB € aHEMIid, aka MOxe ByTv HacniakoM oediumTy 3anisa (Fe), BitamiHia B2 a0 Bg; NOPYLIEHHS KMLIKOBOIO BCMOK-
TyBaHHst a60 aBTOIMYHHOIO remoniay.

Meta — onucam kniHiYHWA BUNagok noegHanHa HBK i3 [IKM, cnagkoBoro chepoumtody (CCd), CNpUUMHEHOro retepo3uroTHO
MyTauielo B reHi ANKT (ex3oH €.2394 2397del (p.Ser799llefs*5)), cnagkoBOro reMoxpomMaroay, acouinoBaHoro 3 nartoreHHnM reHom HFE
(ex3oH ¢.187C>G (p.His63Asp), y xnonua Bikom 10 pokis 10 MICALIB, akLEHTYIOHN Ha BaXIMBOCTI FEHETUYHUX TECTIB, NaTorCTONOMYHOro
OOCNIOKEHHS Ta NPaBUIBHOIO TPaKTYBaHHS MOPGMONOMYHNX MOKA3HWKIB reMorpamMi Ans sepurdikaLli xeopoou.

KniHiyHnii Bunapgok. HaseneHo yHikaneHe noepHaHHa HBK i3 TKM, CCd, cnpuyvHEeHoi natoreHHOIO reTepOo3uroTHOI0 MyTauieo
B reHi ANKT (ek3oH ¢.2394 2397del (p.Ser799llefs*5)), i cnaakoBOro reMoxpomMaroay 3 reTeposuroTHOIO NaToreHHoKo MyTauielo reHa HFE
(ex30H €. 187C>G (p.His63Asp) y xnonus Bikom 10 pokis 10 micauis. AutuHy TypOyBas Ginb Y X1MBOTI Ta NPaBOMY Ky/bLLIOBOMY Cyrno6i, 30ib-
LWMBCA 00’'EM XMBOTA. XNOMUSA BBaXAIM 300POBMM A0 OCTAHHLOIO E€Ni30My 3axXBOPIOBAHHA. Y 3aranbHOMy aHani3i KDOBi BUSBIEHO PETMKY-
NOUMTO3, NeNKOUMTOS i MIKpOChEPOoUUTH, KNIHIYHO renaTto- Ta crneHomeranio. BepudikosaHo CCO i reMoxpomaTtos 3a A0MOMOrolo MoBHO-
FeHOMHOrO CEeKBEeHyBaHHSt Ta NaTtonororicTonoriyHoro gocnigxexHs cenesinki. HBK i3 MK (npaBobidHMIA KOKCKT, rinepTpaHcamMiHasemis,
NIErkMin CTYMiHb akTVBHOCTI 3anabHOro NPOLECy (IHAEKC akTUBHOCTI MeajaTpnyHoro BMpaskoBoro konity, Pediatric Ulcerative Colitis Activity
Index (PUCAI) 15 6anis) giarHocToBaHO 3a AONOMOrOt0 KNiHIYHOI Npes3eHTauji, peaynbrariB KoNoHOCKOMii, BidyanidaLinHyx, natoricToNorMYHMX,
nabopartopHmx MeToAIB: NiABNLLEHHS piBHA aHTUTIN IgG Ao npoTeinasn 3 (PR3), 3ananbHyx 3MiH y remMorpami. AKLEHTOBAHO yBary Ha Baxv-
BOCTI MONEKYNSIPHO-TEHETUHHOIO AOCNIAXEHHS Ta MUIBHOMY aHani3i Madka nepudepnyHOi KPOBI UMTONOramm ANs OLIHIOBAHHA XapakTepnCcTUK
MOPGDONOTIYHOT CTPYKTYPY KNITUHHIUX €NEeMEHTIB Y AiarHOCTyBaHHI XBOpOOM.

JocnigxeHHa BMKOHAHO 3a npuHUMnamu MenbCiHCbKoI aeknapadji. Ha npoBeaeHHs A0CnioXeHbs OTpUMaHo iHhOpMOoBaHy 3rody 6atbkiB
OUTVIHW.

ABTOPW 3a8BNSHOTb NPO BIACYTHICTb KOHMAIKTY iIHTEPECIB.

KniouoBi cnoBa: Hecrneu didHni BMpaskoBm KOMIT, cnagkoBur chepoumTtos, ANKT-myTauis, CnaakoBuin reMoxpomaros, HFE-mMyTaujs,
NMOBHOEK30MHE CEKBEHYBAHHS, NATOrCTONOMYHE AOCNIOXEHHS.
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Inflammatory bowel disease (IBD), which includes Crohn's disease (CD) and ulcerative colitis (UC), is a chronic systemic idiopathic pathology
of the intestinal tract with extraintestinal manifestations (EIM) in some patients. One of the most common complications in these patients
is anemia, which can be the result of iron, vitamin B2 or Bg deficiency; intestinal absorption disorders or autoimmune hemolysis.

Aim — to describe a rare clinical case of a 10-year and 10-month-old boy diagnosed with UC and EIM, hereditary spherocytosis (HS) caused
by a heterozygous ANKT gene-mutation and hereditary hemochromatosis associated with a pathogenic HFE gene- mutation. This case
underscores the importance of genetic testing, pathological examinations, and accurate interpretation of peripheral blood smear morphology
for disease diagnosis.

Clinical case. We present a unique combination of UC with EIM, HS caused by a pathogenic heterozygous mutation in the ANKT
gene (exon ¢.2394 2397del (p.Ser799llefs*5)), and hereditary hemochromatosis with a heterozygous pathogenic mutation in the HFE
gene (exon ¢.187C>G (p.His63Asp) in a boy aged 10 years 10 months. The child was abdominal and right hip pain, abdominal enlargement.
Diagnosis of HS and hemochromatosis was confirmed through whole-genome sequencing and pathological examination of the spleen.
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CLINICAL CASE

UC with EIM (by Pediatric Ulcerative Colitis Activity Index — 15 points) diagnosed based on clinical presentation, colonoscopy, laboratory tests
(elevated IgG antibodies to proteinase 3 and inflammatory changes in the blood). This case emphasizes the crucial role of molecular genetic
testing and careful analysis of peripheral blood smears by cytologists in the accurate diagnosis of complex diseases.

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.

Keywords: nonspecific ulcerative colitis, hereditary spherocytosis, ANKT-mutation, hereditary haemochromatosis, HFE-mutation, full-exome

sequencing, pathohistological examination.

Bceryn

Bopoba Kpona (XK) i Hecnerudiu-

nnii Bupaskosuii kot (HBK) e mBo-

Ma OCHOBHMMH (hopMamM¥ 3armajbHIX
3axBopioBaHb kuieyHnka (33K) i3 peruiuBHUM
nepebiroM i HEBIZIOMOIO €TiOJIOri€l0 Ta YacTKOBO
BUBYEHUM M€XaHi3MOM pO3BUTKY. CUMIITOMU TIi€T
naroJiorii nepexbavyaoTh Oijib y KUBOTI, KPOB'sHI
BUTIOPOKHEHHS, JIMXOMaHKY i cma3mu. Xoua HBK
i XK maroTh 6araTo CrijibHOrO B KJIHIYHIX CHMIITO-
MaX, BOHM BBa)KAIOThCS Pi3HUMM 3aXBOPIOBAHHS-
MH, IO MOTPeOYIOTh MU(MEPEHIHITHOT TiarHOCTHKH.
Ilig yac eHIOCKOTIYHOTO OTJISA/Iy MOKHA BUSBUTU
YUCJIEHHI O3HAKW, IO JAl0Th 3MOTY BiJIPI3HATH
HBK Big XK [1]. Anemist € momupeHuM yCKIa/-
nHenusam 33K, 1o BuHMKae npubAN3HO y 2/3 na-
mienTiB. Haftuactimmmu ¢daxropamu, sIKi IpU3BO-
JATh JI0 aHeMil, € XPOHIYHA IIJIYHKOBO-KUIITKO-
Ba KpOBOTEYa, caMe XPOHIYHE 3aXBOPIOBAHHS
Ta morane BcMOKTyBaHHsS [6]. OcranHe mpu3BO-
UTh He juite o aedinury 3amiza (Fe), ane it 1o
3HWKEHHST BMICTY BiTaminy Bio, dosieBoi kucio-
T [54]. Y manienris i3 HBK icHye pusuk BUHUK-
HEHHSI aBTOIMYHHOI remoJiiTudHoi anemii (AITA)
yepe3 pi3HI MeXaHi3MH, 30KpeMa CHUCTEeMHI 3a-
najieHHs, 3MiHW B iIMYHHIN BIiJINOBiZli Ta BILIUB
MeJIMKaMEeHTIB, 10 3aCTOCOBYIOTHCS JIJIs1 JIIKYBaHH S
HBK][9,52,53,70,73]. BusiBuBiiu B narienraz HBK
PETUKYJIONUTO3, HENPsIMY TinepbimipybiHemiro, re-
MATOCIIJIEHOMETAJII0, TT/IBUIIEHHS JIAKTATIETI/IPO-
reHasu, CJiji 3amepedyyBaTU K CHAJKOBUN, Tak
i HabyTuil IMyHHUI XapaKTep TeMOJIITHYHOT aHeMil.
Y Takux BUMasKaxX BaKJIUBO PETEIBHO TOCIIKY-
BaTU Ta MPABUJIHHO TPAKTYBATU MOPMOJIOTIUHI 1TO-
Ka3HUKU reMorpamMu (KiJIbKICHOTO Ta SIKICHOTO OI1i-
HIOBaHHsI BCiX KJaciB (pOpMEHUX eJIeMEHTIB KPOBI,
y TOMY 4ucyi MOPGhOJIOTii EPUTPOITUTIB), 110 MOKE
OyTH TepIuM KPOKOM JUist Bepudikarii aHemil.
B okpemMux ckIaIHUX 10 1iaTHOCTYBAaHHS BUTIA/IKAX
reMOJITYHOT aHeMil /IJIs1 OCTATOYHOTO BCTAHOBJIEHHS
JIiarHO3Y BapTO /10 0OCTEKEHHSI JI0IaTH MOJIEKYJISIP-
HO-TeHeTUuHe fociimrennd [18,28,32]. Yuacauinok
XPOHIYHOTO TeMOJIi3y MPU CHAJAKOBIN reoTITUYHIT
aHeMil MOKe PO3BMBATUCS BTOPUHHUIN (HaOyTuUIl)
reMOXPOMAaTo3, SIKUi iHKoN Tpeba Bipi3HATH Bij
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cnazkoBoro. CrajIkoBUi TeMOXPOMaTo3 — Iie Te-
HETUYHO 0OYMOBJIEHA CHCTEMHa XBOpoOa, 10 Xa-
PaKTEPUBYETHCS HAJIUIITKOBUM HakomnyeHnsaMm Fe
B opranizmi. OcHoBHa (hopMa CITaIKOBOTO FeMOXPO-
MaTo3y I10B’A3aHa 3 MyTalliIMU T'eHiB, 1110 PeryJIo-
ot 06Mmin Fe [11,71]. Hamr gocBiz BUHSTKOBOTO
noeananisgs HBK i3 mozakuimmkoBuMu ImposiBaMu
(ITKIT) i3 reMOITUIHOIO aHEMIEIO 3 HASSBHUMU Mi-
KpocdeporuTaMu JIaB MiICTaBu 3 Au(epeHtiaib-
HO-/IIaTHOCTUYHOIO METOI0 3aCTOCOBYBATH MoJie-
KyJISPHO-TeHEeTUYHE TOCTIKEeHHS. 3a JI0TTOMOTOI0
ITOBHOTEHOMHOTO CEeKBEeHYBaHHS Bepu(hiKOBAHO
cunagkoBuii ceporntosd (CCd), crnpuumHeHuit
MMaTOTEHHOIO TEeTEPO3UTOTHOI0 MYTAIl€I0 B TeHi
ANK1 (ex3on ¢.2394 2397del (p.Ser7991lefs*5)),
1 CHAJKOBUII TeMOXpPOMaTo3 i3 TeTepO3UroTHOIO
naTorenHoio myrartieio rena HFE (exon c¢.187C>G
(p-His63Asp). lloBiomyienHsT TPO  ONMUCAHUH
KJTIHIYHUN BUTIQ/IOK CIIPUATHME BUCOKOMY PiBHIO
00i3HAHOCTI JIiKapiB Pi3HUX CIEIIAJbHOCTEN 11010
MosksmBocTi po3BuTKy HBK y miteit 3 xponivanm
60JieM Y JKUBOTI, PO3YMIHHIO MOKJIMBOCTI KOM-
GiHarii eKiTbKOX MATOJOTIYHUX CTaHIB y TaKUX
MAaII€HTIB.

Mema nociijpKeHHST — ONUCATA KJIHIYHUN
BUMaZIOK yHiKasbpHOTO TIoeanands HBK i3 TTKII,
CCd i cmagkoBOTO TEMOXPOMATO3Y; HArOJ0CH-
TH Ha HEOOXIHOCTI YBa/KHOTO aHaJi3y MasKa Iie-
pudepryHoi KpOBi JTIKapIMU-TUTOJOTAMU LIS
OLIIHIOBaHHS MOP(OJIOTIYHOI CTPYKTYPU KJITHUH,
0 € MEePHIMM KPOKOM JI0 MPaBUJIbHOTO JiarHO-
CTyBaHHs XBOPOOM, a TaKOK Ha BaKJIMBOCTI IIPO-
Be/leHHsI TeHeTUYHUX 1 TICTOJIOTIYHUX TECTIiB s
MiITBEP/IPKEHHS /1iarHO3Y.

[locriskeHHsT BUKOHAHO 3a npuHIitMnamMu lesib-
ciHCBKOI nekJapaitii. Ha mpoBefieHHST OCTiaKeHb
oTpuMaHoO iH(GOPMOBaHY 3roj1y OaThbKiB AUTHHHU.

Kainiyauii BUniagiox

VY sxoBtHi 2023 poxy mo KHII JIbBiBChKOI 06-
JIaCHOI pamn «3aXiTHOYKPAIHCHKUI CITeIiasri3o-
BaHuil qutsunit meamaHuii neaTpy (KHIT JIOP
«3YC/IMIl») rocmiTamizoBaHO XJIOMYMKA BIKOM
10 pokiB 10 micstiB 3i ckapramu Ha MepPiOAUIHUN
6i1b y sKUBOTI, 301/blIeHHST 00’€MY KUBOTa, OiJIb Y
[IPABOMY KYJIbLIOBOMY CYIJIOOL.
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3 anamnesy BIIOMO, IO TIEPIOAMYHUIA
6ib y KMBOTI mo4aB TypOyBaTH Malli€eHTa
3 motoro 2023 poky. ¥ 1eil yac IUTUHY KOHCYJIb-
TOBAHO Xipyprom, rocTpy XipypriuHy HaToJoriio
3armepeyeHo, y 3arajqbHoMmy aHamiszi kposi (3AK)
BUSIBJIEHO PeTUKYIOIUTO3 — 100%o0, 1eiiKOIINTO3 —
17,4x109  1/1, wmikpocheponnT, MiBUIIEH-
Ha mBuUaKocTi ocizanas epurpormTis (IITOE)
110 46 MM /TO/I.

[Tamienta rocmitanizoBano 10 KomyHasb-
Horo mianmpuemctBa «Bosurcbke obsacHe Te-
putopiasbHe MeandHe O6'€IHAHHS 3aXUCTy Ma-
TepuHCTBA 1 AUTUHCTBa», M. JIyibk, YkpaiHa, 3
nmiarnozom «Awnemiss  Minkoscwkoro—Illoddapa,
reraToCIIEeHOMErasisl, PeakTUBHUN apTpUT Ta,
imoBipHo, xBopob6a Kpona (XK)». Pisenb kajb-
NPOTEKTHHY B Kaji OyB B3HAYHO IIiJABUIIEHIM
(480 mkr/m1; HOpMa (1) — <50,0 MKT/J1).

Komm'ioreproio Tomorpadieio (KT) Bussieno
rernaTocIieHOMeTasnio, JiM(aIeHomaTiio YepeBHOT
TTOPOKHWHU, XOJIAHTIOEKTa3ito, AUIaTalIliio KOBY-
HOTO Mixypa. ¥ xkoBTHI 2023 poKy AUTHHY [104aB
TypOyBatu 6ijib y MPaBOMY KYJIBIIOBOMY CyTJI00i.
3a JaHWUMU MarHiTHO-Pe30HaHCHOI Tomorpadii
(MPT) kyabiioBux cyrio6iB BiJ3HAUY€HO O3HA-
KU KOKCHTY IPAaBOTO KYJIbIHIOBOTO cyrioba. Jlis
MOIAJIBIIOTO  OOCTEKEHHST XJIOMMYUKA CKEPOBAHO
no KHII JIOP <«3YC/IMIl» i3 npiarHosom
«PeakTuBHMIT apTPUT [IPABOT'0 KYJIBIIOBOIO CYTJIO-
6a, iIMOBIpPHO, I0BEHIJIbHUI PEBMATOIAHUN apTPUT
(IOPA)».

Jlutrna mapojpkeHa Bij 4-i BaritHocTi, 3-X 10-
JIOTIB, i3 Macoio Tizia 4040 1, 3pocTom 53 cM, BaKIn-
HOBaHa 3a KaJieHaapeM MpoQilaKTHYHUX MIETIEHb,
TOJyBaHHsI TPYAHUM MOJOKOM — 0 1,5 poky.
Xuromumk 3pocTtaB i possuBaBcs pobpe. Cimeii-
HUI aHaMHe3, 31 cJaiB Marepi, He OOTSKEHUI.
Ha pecnipaTopti 3aXBOpIOBaHHS XBOPIB He OiJib-
nre 2 pasiB Ha pik. Matip ANTUHU BBakajia CUHA
3I0POBUM [I0 OCTAaHHBOTO eITi30/ly 3aXBOPIOBAH-
He. YIPOJOBX JKUTTS HEOJHOPA30BO BUKOHYBa-
mu 3AK, omgHak y momnepeaHix 0OCTEKEHHSIX He
OyJI0 3rajikii PO HASIBHICTH MiKPOCHEPOIUTIB.
VY MeauuHill JOKyMeHTallii He OYJI0 KOIHOT 3TaiKu
PO TemaToJieHaTbHUH cuHApOM. Mama Ta Mmeand-
Hi TIpalliBHUKYU He Bi/I3HAYa/H €ITi30/[iB TTOKOBTiH-
HS TITKipH.

Ha wmoMmeHT rocrmitamisainii craH JUTHHA
cepeqIHboi TSKKOCTI, Y CBIZIOMOCTI, He rapsgYKyBa-
na. Ilxipa 6migo-cybikrepuyna, uyucra. Buaumi
c30Bi 060I0HKK OJ1i0-posKeBi, uncTi. [lepude-
puuHi JimMbarnyni By3u He 30isbineHi. JIuxanHs
i remozmHamika He nopyiieni. Kusit 36iabiennii
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B 00’€Mi, 32 paXyHOK remaro- (+5 cM) Ta cCIieHoMe-
ratii (+10 cm), He 6OTOUNIL, TOCTYITHIIT MTaJbIallii
B yCixX Biaminax. Bunopoxuenus perysspHi, 1 pas
Ha 7100y, 6e3 marosorivaux gomimok. Ha MmomenT
OTJI/Ly He BUSIBJIEHO BOTHMINEBOI HEBPOJIOTIUHOI
cuMntoMaTuku. MeHiHreasabHi 0O3HaKU HETaTUBHI.

3a  pesyapratramm  obcreskernp y  3AK:
epurporiutu  (Ep) — 4,16-3,56x1012/n, re-
mMorsobin — 117-87 r/n, perukyjaonmutn —
132-126%o0, BU3HAUYEHHS BMICTYy TeMOTJIOOIHY
B Ep MCH (Mean Corpuscular Hemoglobin, ce-
peaHiil B7MicT remoriobiny B Ep) — 28,1-30,0 pg
(1 —27-35pg), MCV (Mean Corpuscular Volume,
mmpuHa posnoiay Ep 3a 06’emom) — 81,5-82,0 fl
(0 — 80,0-100,0 fl), meiikoruTu) — 13,59—
6,68x109/;1, TpombormTn — 484-563x109 /1,
Jelikorutapaa  opmysia:  MeTaMIE€NIONUTH — —
0%, mammukosiiepHi HeiiTpodian — 5%, cerMeH-
Tosiziepri — 63%, eosunodinbHi — 2%, 6azodiab-
i — 0%, mimdorutn — 20%, monomutn — 10%,
[IOE — 21 mM/roa. BusBieno MikpocgheporuTy.

Y  Oioximiunomy amamizi  kposi (BAK):
rinepOisnipybinemist  (3arajbHuii  OimipybiH  —
21,4-28,5 mxmosn/n (0 — 3,4-21,0 MKMOJIB/ ),
npsMuii - Oiripy6in —  8,5-11,1  MKMoJb/11
(1 — 0,0-5,0 MmrMOIB/ 1), anmaHiHamMiHOTpaHChe-
paza — 99,6-79,3 MO/n (1 — 0-45,0 MO/n),
acrmapTataminoTpancgepasa — 62,2-77,3 MO/xn
(71— 0-40,0 MO /), ramma-TyIiyTaMiHTPAHCTIETI T -
nmaza — 73,7-56,8 MO/ (1 — 0-23,0 MO /), cu-
poBatkoBe 3amizo (Fe) — 11,8-15,4 mxmomb/n
(m — 7,2-179 wxmomb/n), deputua —
197,73-324,85 ur/ma (n — 7—140 ur/mur), Hacu-
yeHHs1 TpaHchepuHoM — 25,44% (1 — 20—-55%),
tpanchepun — 29,3 mMrmoab/n (H — 25,2—
45,4 mxmoutb /1), C-peaktuBuuii mporein (CPIT) —
11,3 ur/man (1 — 0-10,0 ur/mua), makratie-
rizporenasza — 560 MO/x (1 — <300,0 MO/n),
piBeHb CUPOBATKOBUX iMyHOTIO0y MiHIB IgA, IgM,
IgG, BiTamin Bi1g, domnieBa kuciaorTa, peBMaTOi-
HUil (akTop, iHI 6ioXiMiuHI MOKA3HUKK — y Me-
’kax Hopmu, aBroaHTutiiia IgG no HykmeapHux
antureniB (ANA Screen): 1,1 ingexc (1 — <1,0 —

weratusauii, 1,0-1,2 — cymHuiBHMil), aHTUTIJIA
IgG nmo mporeinasm PR3 — 93,17 Op/mn
(m — <20,0 Ogp/mir), wMiemonepoKkcuaasa,

antutina [gG — <2 Op/man (1 — <20 Op/ma),
Saccharomyces cerevisiae, anrutina IgA — 0,24
(u — <1,0), Saccharomyces cerevisiae, antutina
IgG — 0,47 (1 — <1,0). KoncyJipraiiis remaTosiora:
PEKOMEH/IOBAHO BUKOHATH TIpsiMy 1poby KymbOca,
BU3HAYUTU OCMOTHYHY PE3UCTEHTHICTb €PHUTPO-
nutis (OPE), npoBectn MoJiekyIsipHO-TEeHETHY-
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He JIOCTI/KEeHHS [IJ1T BCTAHOBJIEHHS MTOXO/KEHHS
reMOJIITUYHOI aHeMii.

[Ipssma mpoba Kymbca — wneratusua, OPE
(xonnenTpantiss  pozunny NaCl): wminimasbHa
(min) — 0,7% (1 — 0,45-0,48%), MakcumaibHa
(max) — 0,4% (1 — 0,28—-0,32%). Tectu Ha BipycHi
XBOPOOU MeTogaMy iMyHO(pEePMEHTHUM aHaIi30M
Ta 10JIMEePa3HO-JaHIIOTOBOI peaklIlii 0 renaTu-
ty B, C, muromaranosipycy, Emmreiina—bappa
Bipycy, napBoBipycy B19 — HeratusHi.

Y  xoarysorpami = He3HAYHO  3/IOBXKEHUI
nporpombinosmii yac — 159 ¢ (1 — 11-14 ¢)
Ta MiJIBUIIIEHE Mi’KHAPO/[HEe HOPMaJli30BaHe Bi[HO-
merns (International Normalized Ratio — INR) —
1,27 (1 — 0,8—1,2), iH1Ii TOKa3HUKK B HOPMi.

¥ xaui: KaablpOTEKTUH — IMO3UTUBHUM, HE BU-
SBJIEHO aHTUreHiB 10 TokcuHiB A/B Clostridium
difficile, Gaxrepiii Tumo-napaThO3HOI 1 IU3EH-
TePIMHUX TPYIl Ta MATOTEHHOI emepuxii W iHInX
MaTOreHHUX MiKPOOPraHi3MiB.

Enextpokapmiorpadisi: puTM CHUHYCOBUIT —
103 yxu./xB. TlopyieHHS BHYTPIIIHBOIIITYHOYKO-
BOI IpoBigHOCTI. ENnexkTpuyna Bich cepiisg ropu3oH-
tasibHa. [lepexigna 3ona y V3-V4. IntepBanu —
He3HauHo posmupennii QRS. Exexktpuuna cucro-
Jia B HopMi. IiiBUIIIeHHS eJIeKTPUYHOI aKTUBHOCTI
JIIBOTO NIJTYHOYKA.

VabTpasByKoOBe JIOCHIKEHHs: OOW/IBI 4YacTu-
HU [IeYiHKU 30iJblIeHI B Po3Mipax, €XOreHHIiCTbh
napeHxiMu 3Bu4aiiHa, CTPyKTypa KPYITHO3epHUCTA,
onuopiaHa. CTpoMa mevinKy He3HAUHO YIIiJIbHEHA,
He ToToBIIeHA. sKOBYHUIT MiXyp pO3TalIOBaHMi
THUTIOBO, po3mipamMu 81x20%x20 Mm; oBoifHOI (hop-
MU, OJIMHUYHUN TIEPEeTruH y JIJSHIN Tija 1 M-
KU, CTIHKM He YIIiJIbHEHi, He TIOTOBIIEH], MTPOCBIT
romorennuii. IligniyHkoBa 3amo3a — KOHTYP
YiTKMI, He IIOTOBIIEHA, €XOTreHHICTb 3BUYaAllHA,
CTPYKTYpa CepeiHbO3ePHICTA, OHOPIIHA, TPOTO-
Ka He posmupena. CesesiHka 3HaYHO 30i/bIIeHa,
CTPYKTYPHO He 3MiHeHa, po3mipamu 177x60 mwm.
[TapamankpeaTndyHo B IPOEKINl TOJIBKUA ITij-
IIJTYHKOBOI 3aJ1031 Ta B MIPOEKITil BOPIT MEYIHKU —
i30exoredHi oBajibHi JIiM(OBY3/IM, HAaWOLIBIINI
3 gKuX po3mipoMm 70 18 MM y monepedyHomy Tie-
pepisi, aApiOHiNm — PO3MIPOM BiA 5 MM 10 9 MM.
CenesiHKOBa BeHa JIel0 3BUBUCTA B IMPOEKIIT
BopIT, miameTpoM 10 MM. Y yepeBHill TOPOKHUHI —
Me3eHTepiajbHi JTIMGOBY3JIU 3BUYANHOI CTPYKTY-
PH, MaKCUMaJIbHO B HapayMOiIiKaJabHINA AiISHIL,
HOTIEPEYHUM PO3MIpoM Bif 5 10 9 mm. Binbua pi-
JIMHA B 4YePeBHI TOPOKHWUHI HE Bi3yasi3yeTbCs,
MiIBUTIIEHA THEBMATHU3allisl TOBCTOTO KUIIEYHUKA.
Hupkwu po3srairoBati TUIIOBO, 3BUYaHUX PO3MIipiB:
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npaBa — 89%47 mwm, miBa — 87%50 mwm. Exoren-
HICTh MapeHXiMU 3BUYAiHA, KOPTUKO-MeEIyIIpHA
mudepenIiiaiiss  30epeskeHa,  YalleyKo-MICKOBa
cucrema 0e3 O3HaK amsaTailii. Backyssipusartist
IPOCJIIKOBY€EThCST 710 Tiepudepii 3 000X OGOKiB.
CeuoBHil MiXyp BUIIOBHEHUU aKyCTUYHO IPO30-
PUM BMIiCTOM, CTiHKa He IIOTOBIIlEHA.

Enacrorpadis meuinku: mpu 3CyBHOXBUJIbOBI
emactorpadii TeUiHKM B TATOMY CETMEHTi ce-
pejiHst MBUAKICTh 3cyBHOI xBuii — 1,2+0,13 m/c,
no Bianosizae METAVIR F1. Kysabmosi cy-
ro6u — TepejiHsl KHUIIEHsI ClpaBa MOTOBIIEHA
110 6,5 MM, TIPOIIAPOK AKYCTHYHO IPO30POTO BUIIO-
Ty — JI0 2 MM, CTiHKa CyrJI060BOI CyMKH YIIiTbHE-
Ha. [IpaBoOiuHMIT KOKCHUT.

EsodaroractporyoieHocKkoris 3 6ioticiero: epu-
TeMaTO3Ha TacTpolatid, [yOoAeHO-TacTPaJIbHUI
pedokc.

Kosonockomist 3 Gioncieo:  tepMiHaIbHU
BiZiiT TOHKOI Ta KYTOJ CJITOl KUIIOK, BUCXIi-
Ha 000710Ba, MOIEpPeuyH006010Ba 1 MpsiMa KUIIKH
6e3 ocobsmmBocteil. Hucxigna 0600Ba Ta CUrMo-
no/ibHa KUIIKW MaToBi, rirepemMoBaHi, HaOPSIKIIi,
3 MMOOJIMHOKUMHU €PO3iSIMU 3 KOHTAKTHOIO PaHUMi-
cTi0. BcHOBOK: 3amasibHe 3aXBOPIOBAaHHS KUIIOK.
Hecnemmdivamii BupaskoBmii Kot (JiBoOiuHe
ypakeHHs ), iMOBipHO, 3aroctpeHHs. [laroricrosio-
TigHE 0CIiIKeHHs: Bepr]iKOBaHO KOJIT.

Bukonano  MoJsiekyJsipHO-TeHeTUYHE  JI0-
cuimkerns (2941 ren) y maboparopii INVITAE
(CIIIA) na renernyni (popmu aHemii, yBechb MeTa-
GOJIIUHMIT CIIEKTP TEHiB, SIKi MOKYTb BUKJIMKATH
TeraToCTIIEHOMETAJIiI0, CHHAPOMHU 3 XOJIEeCTa30M,
Ha 3amajbHi XBOPOOM KUIIEYHUKA, BUSIBJIE-
HO matoreHHy MyTainito B TeHi ANKT (ex30H
c.2394 2397del (p.Ser7991lefs*5)), Takox maro-
reHHN (HU3bKa TEHETPAHTHICTh) BapiaHT TeHa
HFE, 1m0 acoIiioeThess 3 aBTOCOMHO-PEIeCUBHUM
crrankoBuM Temoxpomatozom (HFE-HH) ex3on
c.187C>G (p.His63Asp). Ilix yac mocmiKeHHSs
Ma3Ka IepudepuyHol KPoBi MaTepi KOHCTaTOBa-
HO HasIBHICTb MiKPOCHEPOIUTIB, 110 /IA€ TiJICTaBN
CTBEP/UKYBATH YCIIAJKYBAHHS TAI[IEHTOM CHAJKO-
BOTO c(hepoIuTOo3y Bijl MaTEPi.

MarniTHo-pe3oHancHa ToMoTpadisi OpraHiB
YepeBHOI TOPOXHUHU: TeYiHKa — TOJIOKEeHHS,
(hopma, BHYTpPINTHSA CTPYKTypa, IHTEHCUBHICTH
MP-curnany He 3miHeHi. Kpanio-kaynaabHuil
poamip — 167 mm. Kontypu oprana piBHi, 4iT-
Ki. sKoBuHMi MiXyp po3mUpeHuii, po3mipamu
43%x116 MM, BHYTDIIIHS CTPYKTypa, IHTEHCHUB-
HicTb MP-curHany He 3miHeHi, S-moibHa geBiartis
Ha piBHI muitku. 3a ganuMmu MP-xosanriorpadii,
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MIP MRCP

3 1 22.01.2024 11 39
Puc. 1. MarHiTHO-pe30oHaHCcHa ToMorpadis opraHie 4epeBHOi NOPOXHUHU. MP-03Haku PO3LUNPEHNIN XOBYHUI
Mixyp

Pu

. % . : ki A . “
Puc. 3. linepnnagis 4epBOHOI Nynbnu cenesiHku (a, 6): YNCNeHHi CUHYCoian cenesiHkn (B), MOOAMHOKI AiNsHKY 6iNoi Nynbnn cenesiHkn
Ta apTepiona (r), apTepionia 3 NOTOBLLEHOIO CTiHKO (A). 36inblweHHs X100. femaTokCuniH-e03nH
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R s S et o < .
epnca: A — NMOOAMHOKI rpaHynn reMocuaepuHy B 4epBOHiIi nynbni cenesiHku. 36inbweHHsa X100; B — rpaHynm

Puc. 4. Peakuisa I1
reMoCUOEepVHY B 4YEpBOHIiA nynbni cenesiHku. 36inbweHHs x400; B — rpaHynm remocuaepuHy HaBkono kaninspa (1)
Ta aptepionu (2) cenesiHku. 36inbwerHHa X100; T — yucneHHi, udysHi rpaHynnm remocuaepuHy B AinsHUi ¢ibpo3y cenesiHku:
1 — 306inbweHHa 100, 2 — 36inbweHHs X400, 3 — rpaHynn remocuaepuHy B 6inii nynbni cenesiHku (36inbweHHs x100); O —
rpaHysiv reMOCUAEPVIHY B CTiHLi Kaninspa cenesiHku. 36inbweHHs X400
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BHYTPIITHbOIIEUiHKOBI JKOBYHI TTPOTOKU HE PO3IIIN-
pesi. IIpocsit common bile duct 9iTKO IPOCTEKYETH-
Cs1 Ha BCi#l TIPOTSKHOCTI, 6€3 TaHNX 32 00CTPYKITIIO.
Buanmux nedextiB HanmoBHeHHST (KOHKPEMEHTIB)
He BusBieHo. Ilpocsit main pancreatic duct
TaKOX YiTKO ITPOCTEKYETHCS Ha BCil TPOTSKHOCTI.
O6’emHuX yTBOpeHb Ta 30isbIneHUX JimMdarnd-
HUX BY3JiB He BusBieHo. Cesesinka: moJI0KeHHs,
BHYTPIIIHA CTPYKTypa, iHTeHcusHicTb MP-cur-
Hasly He 3MiHeHi. 306ijblieHi po3Mipm  —
101x81x167 wmm. Kontypm oprana piBHi,
giTki (puc. 1).

[TamieHTOBI  BBEAEHO  BHYTPIIIHBOCYTI000-
BO KEHAJOT, TTPU3HAYEHO Tepariio MecaJa3mHOM,
YPCO/IE30KCUXO0JIEBOI0 KUCJIOTOI0 3 TO3UTUBHUM
edexrom. Ilics BinoBigHOT iMyHOTTPO(DIIAKTUKI
BMKOHAHO cIlJIeHeKToMilo. Bujaneno cesnesinky Ba-
roto 900 r (puc. 2).

3a pesyabraTaMy MaTOTiCTOJIOTIYHOTO JOCJIi-
JUKeHHS, Y TKAaHWHI CeJIe3iHKYA HasBHI TilepIiasisa
YepBOHOI TYJIBIINA 3 PO3NTMPEHNMHU, TOBHOKPOBHU-
MU cHUHYcoizaMu Ta aTpodist 6ioi mysbim. Xopan
3amoBHeHi cdepomuTamu. BusHauaoTbes Tpynu
Makpodaris Ta JIJITHKY TEMOCUIEPO3Y B UEPBOHI,
OLMill 1IyJIbIli, HABKOJIO apTepios i Kamiasapis,
1o miTBep/KeHo peakiieio [lepiica (puc. 3 ta 4).

O6roBopeHHst

3alnaybHi 3aXBOPIOBAHHS KHUIIEYHUKA, 30Kpe-
Ma XK ta HBK, € XxpoHiYHUMU pPeNUAMBHUMUI
3araJbHUMU 3aXBOPIOBAHHSMU HEBIJIOMOI €TiOJIO-
rii Ta 9aCTKOBO BWBUYEHOTO TATOTeHE3y, 10 ypa-
JKYIOTh IIJIYHKOBO-KMIIKOBUI TpaKT i3 Iomupe-
HUMU KJIIHIYHUME [posiBaMu — 0O0JieM Y JKUBOTI,
KPUBAaBUMM  BUIIOPOKHEHHSIMU,  JIMXOMAHKOIO
Ta TeHe3MaMM. loCTpUMU YCKJIQHEHHSMHU IUX
npoIeciB MOXYTh OyTH KpoBOTeda, mepdopa-
i, dpyabMminanTHuil KouitT. XK € TpancMmypasib-
HUM, TePeBaKHO TPAaHYJIEMaTO3HUM 3allaJeHHsIM,
SIKe MOJKE ypakyBaTH Oy/b-sIKWil BiZIPi30OK IITyH-
KOBO-KMIIIKOBOTO TPaKTy — Bi/l POTOBOI MOPOXK-
HUHU 710 aHyca BkiatoyHo. HBK € audysnum ne-
crenudiyHUM 3allaJeHHIM CJAU30BOI  000JIOHKU
npsAMOi KUK ab0 mpsiMol Ta 000/10BOi KHUIIIOK,
M0 B TSDKKUX BUTIAJIKAX TTPU3BOAUTH /10 YTBOPEH-
Ha BUpa3ok. [TommpenicTh 3aXBOPIOBAHHSA B Pi3-
HUX KpaiHaX Mae€ 3HauyHi BiAMiHHOCTI. bBinmbmiicth
eMiIeMiONOTIYHUX  JIOCTI/PKEeHb  TIOBIIOMJISIOTH
PO HAWBWIIY 3aXBOPIOBAHICTb y KpaiHax 3axij-
Hoi €spornu Tta IliBHiyHOI AMepukn. 3axBoOpio-
BaHiCTh y KpaiHax €Bporeiicbkoro Coio3y cTaHo-
Butb 5/100 000/pik [1,4,65]. ¥V kpainax Adpuku
Ha miBaenb Big Caxapm Bunazku 33K pigko Tpa-
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IJISIOTHCS cepell TEeMHOIIKIporo Hacesenns [1,67].
[TorouHi 3BiTH CBigYaTH PO 3POCTAHHS TJI0OATH-
HUX TeHaeHtii mommpenocti 33K [1,7,47], a ixaio
MOSIBY B KpaiHaX, 0 PO3BUBAKOTHC, OB SI3YIOTh
i3 TOCWJIEHHSIM BecTepHisallii, iHaycTpiamisa-
1ii, 3MiHaMK CIIOCOOY JKUTTS Ta AIETUYHUX MPaK-
TiK. Ile MOSICHIOITh 0COBIMBOCTAME TIOOYTY Ta
BILTUBOM COIIOKYJIBTYPHUX (haKkTOpiB (TpuBase
rPy/HE BUTOJOBYBAHHS, MEHIIMH BILIUB aHTHO10-
TUKIB, IepeHACeeHiCTh, BIJIMB COHIYHOTO CBIiTJIA
Ta BJKMBAaHHSI MEBHUX DPIZHOBUJIIB iXKi, gKa MOKe
Oyt 3a0pyMHEHOI0, CTUMYJIOIOYA  IMyHITET
KUIIEYHUKA I TAKIM YNHOM 3HUKYIOUM PU3UK BU-
nukHenHss 33K) [4]. Matouu Garato CIiJibHOTO,
HBK i XK BBayKaoThCss OKPEMUMHU HO30JIOTiSIMU.
Ale, He3BaKalOUM HA IXHIO CXOXKICTb 3a KJIIHIY-
HUMU TIPOSTBAMMU, CJIiJl TIPOBOAUTU AWDEpPeHITiii-
Hy miarHoctuky. Ilig yac eHJ0CKOMYHOTO OTJIALY
32 YUCJEHHUMHM O3HaKaMU MOXHA BIJIPI3HUTHU
HBK Big XK.

ITix yac orisagy NpsaAMOl KHUIIKK 3MIHU CIIO-
crepiratoTbest Maiizke B 100% sumnazakis HBK, Toi
sk mpu XK — ymrie B mosioBuHi Bunaakis. Cimn3oBi
ypakeHHd i1 xBopux Ha HBK wacrime qudysHi,
tozi gk pu XK — cermenrtapui. HBK mae xapak-
TepHI O3HAKW: CTepTHil abo BiJCYTHiil CyAnHHWI
MaJIOHOK, KOHTaKTHAa MAu(dy3Ha KPOBOTOUMBICTD,
PUXJTCTh, HAOPSIKJIICTh 1 3€PHUCTICTH CJIM30BOI
000/IOHKU. 3aBKA¥ HasgBHA TillepeMis CJIU30BOi
i sarmapkennii raycrep. [logo XK, To Bei 11i o3Haku
Bi/I3HAYAIOTHCS 3HAYHO PiJIllie, aje MOXKJIUBUN BUJT
CJIN30BOI HA 3pa30K «OPYKIBKU».

[TopiBHIOIOUM BWPa3KOBi edeKTH, Tak caMo
MOKHa ToMiTUTH Psji Biaminaocted. [Tpu HBK
BUPA3KH € IOBEPXHEBUMHU, O€3 4iTKUX MEK, 1 JIviie
3a TSKKOTO Tiepebiry XBopoOu 3jaTHi 0CSATaTH
1 cM, cTM30Ba HABKOJIO BUPA30K 3MiHEHA 1 MA€E UiT-
Ke BiJIMeKyBaHHs Bijl 3710poBOi TKaHuHU. B 0cib i3
XK Bupaskn riauboKi, O3M0BKHI ad0 ITUPKYJISIp-
Hi, 3 UiITKUMH KPasiMH, 4acTO JOCSATAIOTh BEJIMKUX
PO3MIpiB, MOXYTbh MaTH pi3Hi (GOpPMU: JIOBracTi,
JiHiitHi, 3Mienoi6Hi. Can3oBa HaBKOJIO BHPA30K
3mMiHeHa He3HayHo. XK uacto CympoBOKYETD-
cs YTBOPEHHSIM CTPUKTYp i dictyn. B omnmcano-
My BHUTIAJIKy KOJOHOCKOIIEW BUSIBJIEHO JIiBOGIUHE
ypakeHHs: HUCXiJHa 0000Ba Ta CUTMOIMOAIOHA
KUK OyJIi MAaTOBUMH, TillepeMOBAaHUMU, HAOPSI-
KJIMMHU, 3 TTOOJJMHOKUMU €PO3isIMU 3 KOHTAKTHOIO
PaHUMICTIO.

MopdoJsioriuna giarHoCTHKA Ha  Marepiaji
MYHKIAHOI O10TICIT KUIeYHNKA BUKJIUKAE TPYII-
gour. Oauiero 3 ocnoBHux BiaMminnoctenn XK Bix
HBK € rimb6una sananenns: npu XK iHreHcus-
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HIiCTb 3alajleHHs 3POCTAE Bij CIM30BOI 000JOHKN
710 TIICJU30BOTO MIAPY 1 XapaKTePU3YETHCS 3Ty -
JeHHsAM 1 rmbmmx mapis, a mpu HBK samanen-
HST OOMEKYETHCSI TIIBKU CJIN30BOI0 0OOJIOHKOIO
MOBEPXHEBUX BiJIIIJIIB CTIHKWA KUIIKH, MO BUIB-
JIEHO B HaBe/IeHOMY HaMU KJIHIYHOMY BUIAJKY.
JIabopaTOpHUMK KPUTEPISIMU € JICHKOIIMTO3 HEli-
TpodinbHOro Xapakrepy, 36iabinenns [IIOE, CPII,
MO3UTUBHUI KaiblpoTekTuH y Kaui. M.W. Laass
Ta CITIBABT. BBAKAIOTH, 10 AaHTUHEUTPOPIIbHI 11-
tonna3matuyHi anTutiia (ANCA), cnpsimoBani
npotu nporeinasu 3 (PR3), mo € mapkepom rpa-
HYJIEMATO3y 3 TOJIIaHTIITOM, TaKOK BUSBJISIOTHCSI
B martienTiB i3 33K, nepeBaskno HBK, ta € moren-
[IHUM CEPOJIOTIYHUM MapKepoM TIeliaTPUIHOrO
HBK [42]. ¥ naBesrenoMy HaMM BUIIQJIKY € 10CTAT-
HbO J1aGOPATOPHUX, KOJOHOCKOIIYHUX i TiCTOJIO-
riyHUX KpuTepiiB auisd Bepudikaiiii HBK.

Jloci ocTaTOYHO HE BCTAHOBJIEHO €TIOJOTIYHUX
daxropis possurky HBK. V¥ renesi xsopobu pos-
TJISHYTO POJib Pi3HUX iH(EKIHHUX areHTiB. Taxk,
/] Yac eniieMioNIoriyHuX JA0Ci/pKeHb y Bemukiit
Bpuranii BusBI€EHO, 1110 B 0Cib, AKi mepexBopiim
Ha eTijIeMiYHUi TTapOTUT Yy Bitli /10 2 POKIB, YacTi-
nire 3rozioM po3suBaeTbess HBK. locmimkennsamu B
CIIA BcTaHOBJIEHO AaHAJIOTIYHI Pe3yIBTATH: OTPHU-
MaHO 3aJeKHICTh iMOBipHOCTI po3BuTKy HBK
BiJl 3aTaJbHOI YaCTOTH MEPEHECEHUX IUMU XBOPH-
MM IUTAYnX iHgeknii. Pisni MikpoopranizmMu Mo-
JKYTb Oy TH TPUTEPAMU, 110 TPU3BOIUTD JI0 CIIOTBO-
peHoi iMyHHOI BiINOBiIi opraniamy. Y hopmyBaHHi
HBK 0co61B0 3acIyTOBYIOTh Ha yBary reHeTHYHi
daxropu. Teopist Gasyerbcss Ha mifcTaBi cimeii-
HUX BuUHNajKax Iiel mnaroJsorii. Emizemiosorigni
JIOCJIJIKEHHST CBIZIYaTh, 110 pu3uk po3sutky HBK
y 10—-15 pasiB BuIuii, HiXK y 3arajabHiil TOIMyJIs-
ii, y gireii i3 cimeii, ge xoya 6 oauH i3 GaThKIiB
Ma€ 1ie 3axBopioBaHHs [5,17,48]. 3-moMmix TpH-
repHUX (HaKTOPiB BeJWKe 3HAUYEHHS HAIAIOTh TICH-
XOJIOTIYHOMY CTpeCy, CTEPEOTUITy XapuyBaHHS
(mepeBaskaHHST B PaIlioHi TBAapUHHUX KUPIiB, OiJ-
KiB, padiHOBaHUX BYTJIEBOIB), AedilUTy BiTa-
MiHy D, 3acTocyBaHHIO HECTEPOIAHUX TPOTHU3A-
MaJbHUX TIPenapaTiB, HEePEeHOCUMOCTI JIAKTO3H,
PaHHBOMY TITYYHOMY BUTOJOBYBAHHIO, KUIITKO-
BUM iH(EKITiSM, MaToJIorii BariTHOCTI Tomo. Baxk-
quBy poab y po3sutky HBK Bizgirpae migBuiiieHa
KHUIIIKOBA MMPOHUKHICTb, 30KpeMa, Pe3UCTEHTHICTh
cIM30BOroO Gap’epa KUIleYHWKa, SIKUI 3abe31edye
XapuoBY TOJIEPAHTHICTD 1 3aXUCT ITPOTHU MATOTEH-
HUX MIKPOOpraHi3MmiB. Y IMpPOBEJEHNX OCTaHHI-
MW JECSITUTITTIMA KJiHIKO-eKCTIePUMEHTATbHUX
JMOCTIKEHHSIX POJIi  KUIIKOBOI  IIUTOIIPOTEKIIil
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B TIaTOTeHe3l 3alaJbHUX 3aXBOPIOBAHb KHIIIEY-
HUKA Y XBOPUX MEPEKOHINBO /TOBEIEHO, 10 B OC-
HOBI TiBUIIEHOI TPOHUKHOCTI CIM30BOT0 HGap’epa
KWIIEYHUKA ICTOTHA POJIb HAJNEKUTb CTPYKTYp-
HO-(YHKI[IOHAbHUM Oap’€pHUM 3MiHAM  TIpe-
I emiTesiaJbHOTO 1Iapy, 3MEHIIeHHIO CUHTe3y
CJIM3Y, eKCIpecii ceKpeTopHuX i MeMOpaHO3B’s13a-
HUX MyIuHIB, TpedoimoBoro daktopa (TTF-3),
mo 3abe3MeuyoTh TYCTUHY Ta B'SI3KICTb CJIH3Y.
Y marorenesi pozsutky 33K icToTHY posb Bii-
rpae imynHa cucrema [57]. Ha 1ie BKa3yioTh Taki
KJIiHiKO-71abopatopHi Ta MopdoJoriydi  03Ha-
KU OCTaHHIX: XPOHIYHUN PErUIMBHUN Tepebir,
nagsuicte [IKII (aptput, epurema, yBeiT Ta
iH.), HEUTPOMITbHUX TEPUHYKJICAPHUX AHTHUTIT
(pANCA), niMbOiHO-TIIIA3MATUYHUN  XapaKTep
3alaJbHOTO IIpollecy B KUIIEYHUKY, 3HaUYHA KiJb-
KiCTh KJITHH, IO TPOJAYKYIOTh IMYHOIJIOOYJIiHH,
Y BJIACHIN IJIACTUHIN CIM30BOI 0OOJIOHKU TOBCTOI
kumkn [74]. HBK xapakrepusyerbcs XpoHiu-
HUM DPElUANBHUM TIepebiroM i, He3BaKal4M Ha
TUIOBI KJIHIYHI TIPOsIBH, OOJIBOBUIT abJOMiHAIIb-
HUM CUHAPOM, Jliapero, TEeMOKOJIIT, Ma€ HU3KY
0COBJIMBOCTEH 3aJIEsKHO BiJl JIOKasTiallii BOTHUIIA
ypaskeHHs, 0r0 rIMOMHU, aKTUBHOCTI 3aajibHO-
ro mpoiiecy, Ticromopdosoriynnx 3min. Kiiniuna
KapTuHa B vactuHu maiienTiB i3 HBK Bxiouae
nmmpokuit criektp IIKII, ski MoxyTh mommpro-
BaTucs Ha OyIb-sIKWil OpraH JIOJCHKOTO Tijia.
[Tommupenicty TIKIT mpu HBK konuBaeThess B
pisHuX mpocaipkeHHsAX Binm 6% mo 47% [70,74].
[ToBimomusernses, mo Tunu knacis HLA 11 11 ¢eno-
tumiyro BusHadaiotb HBK, 30kpema, itoro momnim-
penictp, ITKII, Bi/imoBi/b HA MPOBE/EHY TEPaIIio
Ta 1H. Tak, BCTAaHOBJIEHO, 1110 B IAIIEHTIB 3 aJIeJIi0
HLA DRB1*0103 miarHOCTYIOTBCST TSKKI (hopMU
3axsopioBannd 3 [IKII i Bucokum pusuxom xipyp-
TIYHOTO JIKyBaHH:, apTponatii 1-ro Tumy acortiio-
iotbest 3 HLAB*27 i HLAB*35, a 2-ro tumy —
3 HLAB*44 i MICA*008 [2,5]. ¥ xBopux nHa HBK,
aki matoTh (herorunt HLA-B8, DR3, y 10 pasis Bu-
mnii pusuk po3sutky [IKII [5,53]. HassricTs [TKIT
Bi/ITIOBIJIa€ CTYIEHIO AaKTUBHOCTI 3aXBOPIOBAHHSA
i HETAaTUBHO BIJINBAE HA AKICTDb KUTTS XBOPOI JIH-
TUHW, BU3HAYAE TSOUKKICTH mepebiry XBopoOu Ta
MOKe TPU3BOJAUTU 10 cMepTi maiienTis 31 33K
[16]. Tomy Bueni BBaxkatoTsh, 1o HBK ciij posris-
JIATU STK CUCTEMHWE po3Jiaj [74], a He cyTO racTpo-
eHTeposioriune 3axBopioBanns [16]. Haituacrime
[TKIT ypaxyioTh OTOPHO-PYXOBHU amapar, oui,
IIKipy, HUPKKU Ta renarobimiapuuii Tpakr [74]. Y
neskux xpopux HBK moske moumnarucs 3 TTKII
(aprputn, adTO3HUI CTOMATUT TOMIO). Y pasi
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3aJiydeHHs MIKIpU JI0 TaTOJIOTIYHOTO TIPOIecy
Ha TOMIJKax BUSBIAIOTHCS IJISTHKA 4YEPBOHOTO
abo myprypoBoro KoJawopy (erithema nodosum);
y JIeSIKUX BUIAJKaX CIIOCTEPIratoThesl TeTexii
BHACJIIZIOK TTOPYIIEHHST MiJ0CTI ab0 MiABUIIEHHS
MIPOHUKHOCTI €eHJIOTeJIiI0 KamiJdapiB 1 Jianenesy
Ep. HBK acorttitoeTbcsi 3 po3BUTKOM TIEPBUHHOTO
CKJIEPO3YIOUOTO XOJIAHTITy B 3—5% maitienTiB [53].
Bin 1posgBIISIETHCST JIECTPYKTUBHUM 3allaJeHHSIM
BHYTPIIIIHBO- Ta 10O3AIEYiHKOBUX KOBYOBUBI/I-
HUX TIPOTOKIB, KJIIHIYHO XapaKTEPU3YETHCS KO-
BTSIHUIEIO Ta IATBEPIKYEThCS JTabOPaTOPHUMMU
posJiajilaMu (DYHKITI1 MMeUiHKH, TEMaTOMETAIIEI0 Ta
MEeTO/IlaMU Bi3yaJsii3ailii, TAKUMU SK YJIBTPa3BYKO-
Be JIOCJI/KeHHS Ta EHJOCKOIiYHAa peTporpaaHa
xoJianrionankpearorpadis. [lug ckieposyodoro
XOJIAHTITY €IUHUM e(eKTUBHUM (hapMaKoJIoriu-
HUM METOJIOM JIKYBaHHS € YPCO/IE30KCUXO0JieBa
KUCJIOTa, a TPAHCIJIAHTAIlS TEYiHKA € €IUHUM
BapiaHTOM orepatuBHoro JjgikyBanus [53]. TICX
€ TIepeIPAaKOBUM CTAHOM i3 TiIBUNIIEHUM PU3UKOM
PO3BUTKY XOJAHTIOKAPIIMHOMHU Ta KOJIOPEKTAIBHO-
rO paky, 1110 BKa3y€ Ha IHTEHCHUBHE CIIOCTEPEXKEH-
H4 3a UMy Tigrpynamu naiienTis [79]. o [TKII
HBK nasexuth rernaTut, 4acToTa SKOro CTAaHOBUTH
4%. Kniniuno B pasi ypakeHHs NEUiHKH Y XBOPUX
BUSIBJIIOTBCA TIAThbMapHA epuTeMa, TeJleaHTieK-
Tazii, KaliJasgpuT, JKOBTSIHUIISA, 3MIHU KOJIbOPY ceui
Ta Kajy, 30i/bIIIeHHsT PO3MIpiB Ta YIIiJbHEHHS
nedinku. 13 THoBuX 6iOXiMiYHUX CHHIPOMIB Haii-
yacTilie TPanageTbCss CUHAPOM ITUTOJI3Y JETKOTO
(piBenb Tpancaminasy 1,5—2 pas3u mepeBuIIy€e HOP-
My) abo cepeHbOTSIKKOTO (PiBEHb TpaHCaMiHA3 —
5—9 HOpM) cTyTIeHs.

BaxknuBum kiiniuaum npossom HBK moxke
OyTv 3arpuMKa y XBopHuX dizuuHoro (25%)
i crateBoro (18%) po3BUTKY BHACJIIIOK CUH/IPOMIB
MaslburecTii Ta MajbabcopOlii, BIUIMBY Mejia-
TOPIB 3allaJIeHHs HA 30HU POCTY. YPakeHHS HUPOK
nmpu 33K Takox omucaHo, i BOHO BapifOETHCS Bifl
riiomepyJsionedputy, HedpodiTiazy, TyOyIOiHTEP-
CTUTIATBLHOTO HeGPUTY, He(HPOTUIHOTO CUHJIPOMY
Ta amizoizosy. [IpuiyieHo, mo o6uaBa CTaH MO-
KyTh MaTh MoAiOHUI Tatodizionoriuamii mepebir
[22]. ¥V namientiB i3 HBK moxiauBnii po3BuTOK
HepoTHUHOTO  CHHIPOMY, (HOKAIHHO-CETMEH-
tapHoro TioMmepyJsiockieposy [31]. IIKII 3a3Bu-
yajl BUHUKaIOTh Iiciast giarHoctuku HBK, ane
y 24% narieHTiB BOHM MOKYTh MIE€PelyBaTH JliarHo-
3y [63]. I[TozakwuiikoBi yckJaJHeHHs, 3 iHIIOTO
60ky, caix mudepentioatu Bix ITKII, ockimtb-
KW BOHU He TIOB’$I3aHI 3 aBTOIMYHHUM ITPOIIECOM
y marnienTtiB i3 33K. 3okpema, MO3aKUIIKOBI
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YCKJIQJITHEHHSd BUHUKAIOTh YHACJIIOK CaMOi XBO-
pobu, gk npaMuii ab0 HENPAMUil HACIIIOK 3a-
MajJieHHsT KUIMeYHWKa (HAIMpPUKIaA, OCTEOTOpO3,
KaMiHHST B HUDKaX, JKOBYHOMY MixXypi, 1ediluT 1mo-
JKUBHUXMIKPOEJIEMEHTIB, tepuepuuHi Helporarii)
i mobiunmx edexri, nmos’s3anux i3 33K i 3acro-
cyBanusm MenukamenTiB. Hassnicts [IKII €
BQKJIUBUM CUMIITOMOM /I KJIIHIITUCTIB, OCK1JIb-
KU 1le 3MIHIOE pillleHHsT mo/0 JikyBaHHs. Ocobu
i3 HBK matoTh migBuIlieHuii pusuk pO3BUTKY Te-
[ATOIEJIIOJISIPHOI  KaPIIMHOMHU, KOJIOPEKTAJIbHOIO
paky [69], paky poTOBOi TOPOKHUHY Ta MOJIOUHOI
3aso3u [28].

Anemis myxe mommupeHa B maimieHTiB i3 33K.
Hani mpo mommpeHicTh aHeMii B TAIIEHTIB
i3 33K kosmmBatorbest Bin 6% mo 74% [6,27,70].
Y O6ismbimocti ocib Bi3HAYAIOTHCS JIBa OCHOBHI
tun anemii, o’g3ani 3 HBK: 3amizonedinurha
aHeMis 1 aHeMisi XPOHIYHOTO 3aXBOPIOBaHHS. 3aJi-
30/1ehilMTHA aHEeMisl BUHUKAE K HACIZIOK KPOBO-
BTpaTH Ta IMOPYLIEHHS BCMOKTYBaHHS 3aJ1i3a, TOJ1
SIK aHeMisl XPOHIYHOTO 3aXBOPIOBAHHS € Pe3yJib-
TATOM CaMoOro 3alajbHOro Ipoiiecy. [Hmr MeHin
omMpeHi TUIM aneMii, mos’g3anoi 3 HBK, Bkiio-
4JaloTh Takok zedinut BitTaminy Bi2 i ¢ostieBoi
KHUCJIOTH, a TAaKOK CIOCTEPITAETHCA TOKCUYHA [Tis
JIIKiB. ¥Yci mepesiueHi BUIle BUIA aHEMIH CJTiT BifT-
HOCHUTH IO TIO3aKUIITKOBUX YCKJIAJIHEHb, OCKIJTbKI
BOHU BHHMKAIOTh YHACJIIJIOK 3aI1aJIbHOTO I1POIlecy
B KWIIEYHUKY ab0 3aCTOCYBaHHsI JIiKiB, TPU3HA-
yenux xsopomy [54,70]. ¥V crparerii mikyBanms
mamienTiB i3 33K, gxi mMamoTh amemiio, BayKJINBO
criocobom stikyBauts. HBK Moske cympoBomky-
BaTUCST MIMPOKUM criekTpom cyryTtHix [TKIT [53].
AITA pigko Tpannserbes B mnamieHTiB i3 33K,
i Gibmricts 3apeectpoBanux Bunagakis (0,2—1,7%)
npunaznae va HBK [9,45,52,53,70,73]. Ha Biaminy
Bil 11b0TO, 32 omrybstikoBanumMu ganumu, AITA Oyra
Ha/I3BUYAIHO piZiKicHOO B naiieHTiB i3 XK. 3okpe-
Ma, 10 2020 p. omy6iKOBaHO JIKIIE CiM JleTajlb-
HUX 3BiTiB 11po nepebir AITA B marientiB i3 XK
[70]. binburicte mamientiB i3 HBK ta AITA mamm
MTAHKOJIIT, 110 TiATBEP/PKEHO PI3HUMU JTOCJIIIXKEeH-
Hamu [70]. Y nocmimkenni M. Uzzan Ta criBasr.,
10 i3 13 mamdentis i3 HBK Masm nmankourit, a iHmi
3 — niBoGiunmit Koyt [73]. YV HaBemeHOMY HaMu
KJIHIYHOMY BHIIQJKy B IamieHTa OyJ0 KijJbKa
O3HaK, XapaKTepHUX /s TeMOJITUYHOI aHeMii:
MiIBUTIIEHHS KiJTbKOCTI PETUKYJIOIUTIB, JiaKTaT-
JeriiporeHasu, — HempsiMa  rinepOimipy6iHemist
i HasiBHICTH MiKkpocdeponuTiB y Masky repude-
puuHoi kpoBi. Mikpocdeporutu B Ma3Ky KpoBi —
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1e HagBHICTh Ep, HIKYUX 32 HOPMY, PO3MipiB
6e3 IEeHTPAJIbHOrO TPOCBITY (cepemHiil po3mip
epuTporuTiB  — 7,2-7,5 MKM), SKi 3a/leKHO
BiJl CTYIIEHS TSIKKOCTI MOKYTb OYyTH MOOJNHOKH-
MU B IIpernapari, a MOXyTb (POpMyBaTH IPaAKTUYHO
Bcio nonyJsatiio Ep [46]. Cdheporutun yTBOPIOIOTH-
sl BHACJIIZIOK 4aCTKOBOI BTpaTH MeMOPaHU epUTPO-
IUTIB, MO MPU3BOAUTH /10 3MEHINIEHHS CITiBBiIHO-
meHHs moBepxHi 10 06’emy Ep. Cranu, nos’si3ani
3i cepormTosoM, BKodaioth CCd, AITA, mikap-
ChKO-1H/IyKOBaHY IMYHHY Te€MOJITUYHY aHEMIlo,
AJI0IMYHOOIIOCEPEIKOBAaHUM  remoJii3  (TpaHc-
Gdysiiini  peaxiiii, remosiTHyHa XBOpoOa ILI0/A
Ta HOBOHAPO/KEHOTO0), MiKpOaHTiomnarii, nedimuT
TJII0K030-6-ocdaTaeriziporeHasu (I'-6-D/II),
JIM3EPUTPOTIOETUYHY aHEMI0, TeMOrJI00iHOMATIl,
Tsokki - omikm  tomo  [10,24,28,31,34,44,49,55,
56,59,66,77,80]. OT:ke, BUSBUBIIN B OIMCAHOTO
namu narienta 3 HBK y masky nepudepuunoi
KPOBi MikpocheponnT B TOEAHAHHI 3 PETUKYJIO-
IIUTO30M, HEIMpPsIMOIO TinepbinipybiHemieio, rema-
TOCIIJIEHOMETAJTI€10, 3alepeumnsin K CIIaJIKOBUM,
Tak i HaOyTWil IMYHHUH XapakTep TeMOJITHYHOI
a"eMii. Pesysbratu npsimoi nmpobu KymbOca B ma-
mienra Oyau HeraTMBHUMU. OCKIIbKM KJiHIYHI
npossu y xBopux Ha CC¢ BKa3yoTh Ha OUE€BUIHY
HEOIHOPIHICTD, YyTIHMBICTh ab0 crerupidyHicTh
JeIKUX 1IarTHOCTUIHUX TecTiB Ha BUsBIeHHS CCd
He € i/leaJlbHUMU, 1[0 MOXKe [PU3BOJUTH [I0 110-
MUJIKOBOTO /IiarHO3y B YaCTUHU MaIlieHTiB. Tomy
3a PEKOMEHJIATTIEI0 TEMATOJIOTa 3 METOT0 Bepuika-
il TOXO/PKEeHHS aHeMil BUKOHAHO IIOBHE €K30MHEe
cekBenyBaHHs B jaboparopii INVITAE (CIIIA),
dKe BUABUJIO NaToreHHy mytauilo B reni ANK1
(ex3oH ¢.2394 2397del (p.Ser7991lefs*5), Takox
MaTOreHHUN (HU3bKA TIEHETPAHTHICTH) BapiaHT
rera HFE, 1o acoiiioerbca 3 aBTOCOMHO-pelie-
cuBHMM crniasikoBuM remoxpomarozom (HFE-HH),
ek30H ¢.187C>G (p.His63Asp).

CnazkoBa reMoJiiTuuHa MikpocdeporuTapHa
anemis — CCd, abo anemis Minkoscbkoro—IIlo-
dbdapa, HaIEKUTH 10 MeMOpaHOIaTii. Y IepBUH-
HOMY IIaTOFEHHOMY MeXaHi3Mi XBOPOOHM IIOpY-
IeHHsT PeryJsaiii abo aHoMasibHa KiJIbKicTh Oika
MeMOpauu Ep Moske 3HM3UTH CTabiNbHICTD i 1e-
(hOopMOBaHICTh €PUTPOIUTIB 1 36IABIINTH IXHIO
OCMOTUYHY KPUXKICTb, CIHPUYMUHSAIOYM JIETKUI
pO3pUB 1 BUKJMKaIOYM TemoJii3. llomupeHicTb
CCd cepen xutemiB IliBHiunoi  Amepuxu
ta miBHiyHO1 €Bpormu cranosuth 1:2000 [64].
YernaikoBy€ThCst XBOPOHa 32 aBTOCOMHO-/IOMIHAHT-
HUM TUIIOM, ajie TPaIJIioThC 1 CHOPauydHi
myTatii. Mymauii ANK1 Biamosizaiorh 3a 6ijb-
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mricts  Bumnagkie CCd  [33]. Oxpim  myTartii
B ANKT7-reni (ankipun 1), 31 CCd nos’s3ani Ta-
Kok MmyTartii B renax SPTB (cmektpun, Oeta,
eputporutapuuii), SPTA71 (crnektpun amnbda,
eputporutapuuii 1), SLC4A1 (cmyra 3) i EPB42
(cmyra memOpannoro 6inka 4.2) [33]. CCd Busis-
JIIETHC 3 OJIHAKOBOIO YaCTOTOIO B XJIOIMYUKIB 1 /[1B-
YaToOK, MOKe MaHiecTyBaTH B Oy/Ib-sIKOMY BiIli,
MOYMHAIOYN 3 TEePioy HOBOHAPOKEHOCTI, ajie
YuUM PpaHilie 3’SBJSI0TbCI TMepIii 03HAKW aHeMili,
TUM CKJIajHile rnepebirae 3axBopioBaHHsS [64].
B ocHoBi 3axBOpIoBaHHS JIEKUTH aHOMAJIS CTPYK-
Typu MeMmbOpanu Ep, yHAc/Ii0K 4Oro mopyuryerTh-
Cs MPOHHMKHICTH EPUTPOIUTAPHOI MeMOpaHH,
1I0 BIUIMBA€ Ha IIPOHUKHEHHS B KJITUHY 1OHIB
HaTpifo, BoaW, BigOyBaeTbcst Brpata ATO.
[Te npu3BOAUTDL /10 3HUIKEHHS OCMOTHYHOI 1 Me-
xaHiuHOI pesucteHTHOCTI Ep (3HMXKYy€EThCS IXHS
3MaTHICTD  leOPMYBATUCI B MIKPOIUPKYJIS-
TOPHOMY pycJi) i IHOCWUJIEHOTO pYyHHYBaHHSI 1X
y Kalijsgpax cesie3iHKi — BHYTPIIIHBOKJII TUHHOTO
remoi3y. IIpy 1IbOMy 3HAUYHO CKOPOUYYETBHCS Yac
xurta Ep — po 12—15 1i6. TosoBHUM CHMIITO-
MoM y kJjiHini CCd € reMomiTUIHUN CUHIPOM,
SIKAU TPOABJISAETHCA HASABHICTIO JKOBTSIHUITI, aHEMil
i cruleHoMerasii pisHoro crynens. Haituacriie
JKOBTSTHUTIS Bi/I3HAYAETHCS B TN Bijl HAPOKEH-
H$I, IHTEHCUBHICTD il 3a/Ie;KUTh Biji PiBHS HEMps-
Moro 6iipy6iny B Kposi. Hepiako BoHa € eauHUM
CUMIITOMOM, SIKWIi 3MYIIy€ 3BEPHYTHUCS [0 JKaps
[64,68]. AnemiuHMiT CHHAPOM TPOSABISAETHCST OJIiTi-
CTIO MIKIPHUX TIOKPUBIB, CIa0KICTIO, 1 GLIBIN BUpa-
JKEHUH y 1epiojii TeMOJIITUYHOTO KPU3y. Y JeIKuX
XBOPHUX 3HMKEHHSI PIiBHSI TeMOrJI06iHy Moxe OyTu
BI/ICYTHIM y 3B’$13Ky 3 KOMIIEHCATOPDHUM TIi/IBU-
meHHaM npoaykiii Ep y kictkoBomy mMo3ky [68].
Cryninp 30UIbIIEHHST CeIe3IHKKM Pi3Ha, HApOCTae
3 BIKOM 1 3aJIeKUTh BiJl IHTEHCUBHOCTI T€MOJIi3Yy.
XPpOHIYHUIT TeMOJII3 TIPU3BOIUTH 1 10 301L/IBITEHHS
MEeYiHKM, a MocTiitHa rinepOinipybiHnemiss cripusie
pPaHHbOMY  YTBOPEHHIO IIITMEHTHHUX KaMeHiB
y ’KOBYHOMY MiXypi, HOYMHAIOYH BKe 3 4—5-piaHO-
ro Biky. ¥ xBopux Ha CCd MOKyTb crioctepiratucs
3MiHM KiCTOK JIMIIbOBOTO CKeJeTa — «DaIiToBuii»
yeper, cignmonomibHuii Hic, BUCOKe migHeOIHHS,
HOpYIIeHHsT po3TantyBanHst 3y0iB, By3bKi O4HI
SMKH, TaK 3BaHWM MOHTOJIOIAHUI PO3Pi3 Oueil.
Y TaKKUX BUIAAKaX MOXKe cIocTepiratucs 3a-
TPUMKA POCTY, YITOBIJIbHEHHS PO3yMOBOTO PO3BUT-
KY, TIIOTeHiTa/i3M. 3aXBOPIOBAHHS MA€ XPOHIUHII
nepeoir i3 nepioJMuHUM PO3BUTKOM TeMOJITUYHUX
Kpu3iB, sIKi HalvacTile MPOBOKYIOTh 1H(MEKITHI
3aXBOPIOBAHHS, IIE€PEBTOMY, I€PEOXOJIO/KeHHH,
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rieperpiBaHHs, MOPYIIEHHS JIIETU Ta 1HII CTPeCcOBi
IS opraHiaMmy cutyartii. [Tpu 11boMy TOCUITIOIOTE-
cs1 JKOBTYIIHICTD 1 OMAICTh MIKIPHUX MOKPUBIB,
MOKe ITiJ[BUIIYBATUCA TeMIilepaTypa Tija, 3'sgB-
Jsthcst 6iab y skuBoOTI, OmoBanHs. Tskka dopma
3aXBOPIOBaHHs Tiepebirac 3 BUPaKEHUM aHeMid-
HUM CUHJPOMOM, YaCTUMH TSKKUMU TeMOJIITHY-
HUMU KPU3aMHU, MOTPeOy€e MOBTOPHUX TeMOTPAHC-
dysiii [56]. Y Ginbmocti sunaakis CCd 3a3Buyaii
JIIarHOCTYIOTh Ha T/ICTaBl CIMEHHOTO aHaMHe3y,
nigsumienoi OPE, rinep6inipybinemii, peTukyJio-
1ATO3Y, CIieHoMerasii Ta cheporuTiB y Ma3Kax
nepudepuaroi Kposi [8,64]. Bigomo, 1o mpubims-
1o 10% Bunaakis CCd MoKyTh Oy TH HENIPaBUILHO
JIiaTHOCTOBAHI Yepe3 BiZICYyTHICTh TUTIOBUX chepry-
Hux Ep y nepudepuuniit kposi [20,68]. Busna-
yeHHsd OPE € BakJIuMBUM MeTOZOM JIOCJI/IZKEeH-
H4, IKAU JITa€ 3MOTY Kpallle 3PO3YyMIiTH CTPYKTYPY
ta QyHKIii Ep i 3acTOCOBYETHCA B KJIIHIUHIH TTPaK-
TUI JJIsT JIIarHOCTYBAaHHSI M OI[IHIOBAaHHS Xapak-
tepy aHemii [26]. Mipoilo OPE € xonnentparis
po3uuny NaCl, npu gkiii MOYMHAETHCS TEMOJIi3.
Ep 310poBoi monHN TOYMHAIOTH TEMOJTI3yBaTHUCS
y 0,45-0,48% posuuni NaCl, moBawmii remoni3 Biji-
6yBaetbest y 0,28-0,32% posunni NaCl. Konmen-
tpaiisg NaCl, 3a gK0i MOYMHAETHCS OCMOTHYHMIA
reMosi3, cBimuuTh po minimMameHy OPE, a xon-
nentpaiiss NaCl, 3a sikoi BifmOyBaeTbcs MOBHUIA
reMoJIi3, npo makcuMasbHny OPE. Pesyibra-
™ ananidy OPE caip posrisggati B moegHaHHI
3 KJIIHIYHUMM Ta JabOpaTOPHUMM JaHUMK ISt
BCTAHOBJIEHHSI TOYHOTO [IiarHO3Y JIJIs1 TPU3HAYEeH-
HS BiIIOBifiHOTO JiKyBaHHA. [eMosiTuuHi 1Ipoiie-
cu BiOYBAOTHCSI Y 37I0POBOMY OpTaHi3mi i mpu
pidHux 3axBoproBanHsx. Tak, OPE migsuiyerbes
Opy paky NUIYHKA Ta IHIIMX OpraHiB, HaOpsiKax
HUPOK, apTepioCcKIepo3i, MeXaHiuHil >KOBTSIHUIIL
Tolo. BoHa 3HMXKYETbCSI NPU aHeMii BHACJIIJIOK
KPOBOTEYi, TIPU BUPA3Ili ILIYHKA, TEMOJJITUIHIN
JKOBTSHUI Tomo. [liy BIJIMBOM HApKOTUKIB ype-
TAHOBOTO Ta AaJKOTOJBHOTO Psy HMPOHUKHICTh
Ep mist Boau, Kasio i reMorsiobiHy 3MeHIIYEThCS,
a OCMOTMYHUI TeMOJi3 3aTpUMY€ETbCs. Y HaBe-
neroro namu marieaTa OPE Bignosinana 3minam
st CCd, reMosri3 BifizHayaBcs TPU KOHIIEHTPA-
1ii pogunny NaCI min 0,7% ta max 0,4%. Bpaxo-
Bytour aHamue3 kuttst, nepebir CCh y aurunm
He OYB TSKKHM, BEPCIIO, 1[0 MY TAIIisl € CHOHTaHHOIO
Y POJIHI, CITPOCTOBAHO, OCKIJIBKY ITiCJIS TIePerIsaiy
Maska nepudepuyHoi KpoBi BUSIBIEHO MiKpocde-
POIUTH B MaTepi.

[cHye mmpokuii giaraszoH y Billi Ta CUMIITOMAaX
y xBopux Ha CC Ha MOMEHT 3BepHEHHSI. 3aJIeKHO

ISSN 2663-7553 Cyuacna nexiatpis. Ykpaina 4(140)/2024

Bijl TSIKKOCTI CUMIITOMIB TepareBTUYHA TaKTUKa
MOJKe BapiioBaTUCS BiJi TPOCTOTO CIOCTEPEKEHHS
JI0 4acTUX IMepeuBaHb KPOBI, XOJEIUCTEKTOMIl
IIPU KaMeHsIX y )KOBYHOMY MiXypi Ta CIJIEHEKTOMIl.
JlikyBanust oci6, xsopux #Ha CCd, mig yac Kpusy
MOJIATAa€E B YCYHEHHI aHeMil, TIlOKCii, reMOJInHaMiy-
HUX TIOpPYIIeHb, rinepOinipyOinemii i 1oB’s3aHOl
3 Heto inTokcukaliii. IIpu TsskkoMy cTynieHi aHemii
13 3aMiCHOIO MeTOIO TI0Ka3aHa TpaHcQysis KOHIeH-
tpaty Ep. /lns nominmienHss 3B’s13yBaHHS 1 BUBe-
JeHHst 611ipy6iHy, a TAKOJK J1JIst TIPOMITAKTUKK PO3-
BUTKY JKOBYHOKAM'STHOI XBOPOOHM 3aCTOCOBYIOTDH
npernapaTu ypco/le30KCUX0JeBol KUCJA0TH. SKIio
He BUKOHYETHCSI CIIJIEHEKTOMIsl, CJIijl TPpU3HaYaTh
(hotieBy KUCTIOTY B 1031 2—3 MT Ha 00y TaItieHTam
BIKOM /10 5 POKIB 1 5 MT Ha 100y — CTapIIiM J[iTSIM,
Juist 3arobiranHs ii 1edilnTy, 110 BUHUKAE BHACJTI-
JIOK 1HTEHCUBHOTO HaBaHTa)KEHHS Ha KiCTKOBUN
M030K [56]. ¥ xBopux Ha CCd cri KOHTpoTIOBaTH
piBeHb (hepuTHHY, OCKITBKM B Pe3yJbTaTi 4acTUX
reMoTpaHcdysiii depes MifBUINEeHHS 3amnaciB Fe
MOSKJIUBUI PO3BUTOK T€MOCUIEPO3Y.

Merozom Bubopy B JikyBanHi xBopux Ha CCdh
€ ciuieHekToMid. [lokazanuam 10 BUmaneHHS ce-
JIE3IHKM € YacTi TeMOJITUYHI KPU3U, MO TOTpe-
OyIOTh TIPOBEJIEHHsT TeMOoTpaHCcdy3iil, BUpakeHa
CIJIEHOMETAM Ta PO3BUTOK KOBUHOKAM SHOI
xBopoOu. OnTuMaIbHWIT BiK IIPOBEJEHHS CILICH-
ekToMil — 6—9 poKiB, uepe3 BUCOKY YaCTOTY PO3BUT-
Ky iHMEKIIHHNX YCKIaAHEeHb Y OilbIl PaHHBOMY
Billi. ITopanbina 3aTpuMKa MosKe Oy TH HIKiIJIUBOIO,
OCKIJIBKY TTIBUTIIYETHCS PU3UK >KOBYHOKAM STHOT
XBOpoOM, 0co6aMBO B aiTeil BikoM Bix 10 pokis.
Csoeuacha miarsoctuka CCd mosxke 6yT KpuTHY-
HOIO JIJIsT MiHiMi3alii yckiagHeHb. Cepiio3HuMu
BiIlaIeHUMU YCKJIQTHEHHAMU TiCJIs CIIJIEHEKTOMI1
€ iH(IiKyBaHHS IHKAICY/JbOBaHUMM OaKTepisMu
i/abo mapasuramu. ToMmy Tepex omepaTuB-
HUM BTPYYaHHSIM PEKOMEHYETbCS IMYyHi3allis
npoTH  THEBMOKOKIB, Haemophilus  influenzae
TUITY b 1 MEHIHTOKOKY Ta IPU3HAYEHHSI B MTICIsI0TIE-
paniitHuii nepio neHinuiHiB [14].

M. Cho ra criBasr. (2021) HaBemeHO CXOXKUIA
13 HaBeeHUM HaMU KJIHIYHUU BUIMAI0K IOEIHAH-
ua HBK, CCd i mepeBanTakenns Fe opranizmy
6e3 MiATBEPKEHOTO T€HETUYHO TEeMOXPOMATO3Y
B 9-piunoi giBunnaku [19]. /lutnHa B HaBegeHOMY
HAMU BUIAJKY TTOTpeOyBaia KOMOIHOBAHOTO JIiKY-
BaHH:, BPAXOBYIOUM TO€IHAHHS JEKIJIIBKOX HO30-
JIOTIYHUX OJIMHUIH. XJIOMIEBI BUKOHAHO TeparieB-
TUYHY CILICHEKTOMIIO.

Cryninp aktusHocti HBK 3ananbnoro mpore-
CYy BU3HAYAETHCS MAHUMU OATBHOI TTKAIN Tiejlia-
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tpuuHoro ingekcy axkrtuHocti HBK (Paediatric
Ulceretive Colitis Activity Index — PUCAI),
€H/IOCKOITIYHUX, riCTOJIOTIYHUX  JOCJI/KEHb.
PUCAI — 1e HeiHBa3uBHUII OaraToesieMeHTHU
MMOKA3HUK, 9KWI € [ificHuM, HaiiHuM i 00’eK-
TUBHO pearye Ha KOpPOTKoYacHi 3miHu [16,72].
OminoBanng PUCAI € BiamosigauMm iHCTpY-
MEHTOM I BU3HAYEHHS TIPOTPECYBAHHS I[bOTO
3aXBOpIOBaHHs. Mecaia3uH, CHoJyKa S-aMiHO-
caminuioBoi kucaotu (5-ASA), Haituactiiie BH-
KOPUCTOBYEThCSI K Tepaligd TepIioi JiiHil 1pu
BUPA3KOBOMY KOJITi JIETKOTO Ta CepPeHbOro
cTyneHiB TsxkkocTi. IIpusnayenns reparii Mecasia-
3uHoM y jiteit 3 HBK mMoske mostinmmuT mokaznm-
k1 PUCAI nopiBHSIHO 3 IiThbMH, SIKi TaKO1 Teparrii
He OTPUMYIOTh. B omrcaHoro HamMu XBOPOTO JliaTHO-
cropano HBK, niBo6iunmii i3 IIKII: mpaBobiu-
HUI KOKCHUT, TilepTpaHcaMiHazeMid, 3anajbHU
nporitec Jerkoro crymenst (PUCAI — 15 GauiB).
[IuTrHa OTPUMYE iHillialbHY Tepariio UM Me/1-
KaMEHTOM i3 TIO3UTHBHUM KJIIHIYHUM i JJabopaTop-
HUM edekToM. Y JsriTepaTypi ommcaHo 6arato me-
toniB JikyBanHga HBK pisnoro cniekrpa. BapianTu
JIIKYBaHHSI BKJIIOYAIOTh KOPTUKOCTEPOIM, Me3a-
JIaMiH, a3aTiONPUH, HUKIOCIOPHH, iHIiKcnMao,
TohauTUHIO,  TPAHCILUIAHTAIl0  CTOBOYPOBUX
KJIITHH, KOJIEKTOMIIO Ta crieHekToMiio [51,53].
Cnanxosuii  remoxpomato3 (CI) — aBro-
COMHO-DelleCMBHEe  TIeHeTHYHe  3aXBOPIOBAHHI,
M0 XapaKTepU3YETbCS HAAMIPHO MiJABUIIEHUM
BcMOKTyBanHAM Fe 3 Txi. Hagnumok Fe moske
HAKOMTUYYBATUCS Yepe3 BiZICYTHICTh e(heKTUBHOTO
MeXaHi3My BU/IIJIEHHS, 1110 TPU3BOAUTDL /10 TOK-
cnuHux edektiB. CI' € ogHUM 13 HaWMONIUPEHi-
HIMX TeHeTUYHUX PO3Ja/AiB B 0Ci6 €BPOINENChKOTO
MOXO/IKEHHS, HAWUIMOMUPEHITNM CHaJKOBUM 3a-
XBOPIOBaHHSAM cepeJl 0cCi0  IiBHIYHOEBPOIIEHCH-
koro noxozskenns. Cromyueni Illtatn Amepuku,
€Bpora ta ABCTpasisi MAIOTh TIOIIOHY MONTMPEHICTH
saxBoptoBatHsi — 1 Bumagok Ha 200-400 oci0,
IPUYOMY HaWBHINA IOHIMPEHICTh PEECTPYETHCS
cepejt 0cib ipJIaHIChKOTO Ta CKaHANHABCHKOTO T10-
xomkennus [39]. CnazkoBa MyTallisi TeMOXpOMa-
TO3Y PIJIKO CIIOCTEPIraeTbCs B JIOJIeH a3iaTChKoTo,
apUKaHCHKOTO, JATUHOAMEPUKAHCHKOTO Ta THXO-
okeaHcbkoro noxojpkenns [12]. Hessaxkaioun na
BUCOKY MOMIMPEHICTb TeHHOT MYyTallii, Bi/I3HAYAETh-
¢4 HU3bKa Ta Pi3HOMAaHITHA KJIIHIYHA TIEHEeTPaHT-
HICTB, TIPU IIBOMY 110 25% JIOJIell i3 TOMO3UTOTHi-
crio C282Y € kiiniuno 6escumnromaumu [58].
lenetnyni momimopdismu rena HFE Takox
BIUIMBAIOTh HAa HOPMAJbHY aKTHBHICTb iHIIOTO
6isKa rencujinty, HETaTUBHOTO PETYJISITOPa TOMe-

108

ocrazy Fe. HesBaxkaloun Ha BUCOKY HMOUIMPEHICTD
FeHHOI MyTallii, ClloCTepiraeThCcsd HU3bKa i Pi3HO-
MaHiTHa KJiHIYHA TeHEeTPAHTHICTb. BinkianeH-
Hg Hajummmiky Fe B mapeHXiMaTO3HMX KJITHHAX
MPU3BOJUTD JI0 KJIITUHHOI ANCHYHKILT Ta KIIiHIY-
HUX NPOABIB 3aXBOpioBaHHsA. Halluacritie ypaxy-
I0TbCSL TI€YiHKa, MiANIYHKOBA 3a/103a, Cyraio0wu,
cepiie, mkipa Ta Tinodiz. Hemae Tumnosux mpo-
sBiB a00 MATOTHOMOHIYHUX O3HAK i CHUMIITOMIB
CT. 3aBasiku TmiaBUINEHI#T 00i3HAHOCTI Ta paHHIl
JIAarHOCTUIII BTOPWUHHE Ypa)kKeHHd TapeHXiMaTo-
3HUX OPTaHIB 4Yepe3 IePEBAHTAKEHHS 3aJi30M
HEYACTO CIIOCTEPIraeTbesl B KJIHIYHIN MPaKTHIL.
Y uyacTuHU XBOpHX i3 Oe3CHMITOMHUM Tepebi-
rom xBopobu CI' Moxke ne6I0TyBaTH HE3HAUHUM
MiIBULIIEHHSIM  TIEYiHKOBUX (DEPMEHTIB, JIHIIIE
3rOJIOM BUSIBJISIETHCS TiABUIIEHUI piBeHb depu-
TUHY Ta HAacWYeHHS TpaHchHEePUHOM CHUPOBATKU
kpoBi. PiBHi (eputuny nonan 300 Hr/mMa nis
qyoJsioBikiB i 200 Hr/MJT I JKIHOK 1 HaCWYeHHS
Tpanchepuny nmonasa 45% BKa3ylOTh Ha CHAIKOBHIT
reMOXpoMaro3. Y HaBeJIeHOTO HaMU Talli€H-
ta i3 CCd ympomoBxk KuTTss He OyJI0 M0-
Tpebu B remoTpaHcdysisx.  Pesyisrarom
610XiMIYHOTOLOC/ I IKEHHS HE L ATBEP/KEHO [T IBH-
MeHHs1 cupoBaTkoBoro Fe, Hacnmuenns tpancdepu-
HY 3aJ1i30M, BCTAHOBJICHO ITi/[BUTIIEHHS PiBHSA e-
putuny 197,73-324,85 nur/ma (1 — 7—140 ur/mn).
MPT BBaxkaerbcs ayke iH(GOPMATUBHUM METO-
JIOM JIOCJI/IKEHHS, 110 € HEeIHBAa3WBHOIO aJibTep-
HATUBOIO Oioncil /i BUSIBJIEHHS I[PUCYTHOCTI
Fe B Tkanmnax i Bce YacTiinie BUKOPUCTOBYETHCS
JUIST OLIHIOBAHHS TSPKKOCTI CTaHy Ta MOHITOPUH-
Iy JIIKyBaHH4 IAIli€HTIB i3 remoxpomaTo3oM [61].
Y naBenenomy kiiniuHomy Bunajaky MPT-nocai-
JUKEHHSIM He Bepr(hiKOBaHO O3HAK TIEPEBAHTAKEH-
Hs nedinky. Hamu He BukoHaHO Oiomcii meuin-
K1, OMUHYBIIIN O/IATKOBE 1HBa3MBHE BTPYYaHHSI.
Y marienTa izmeHTH(dIKOBAHO MATOTeHHWI BapiaHT
y reni HFE, ¢.187C>G (p.His63Asp). Ten HFE aco-
IITOETHCS 3 aBTOCOMHO-periecuBunM CI. 3a mpa-
BUJIAMU TE€HETUKH, XBOPUM BBAKAETHCI HOCIEM
aBrocomuo-pentecusioro  HFE-CI, ane Takoro
pe3yabTaTy HENOCTATHBO [I7II BUHUKHEHHS aBTO-
comHuo-peniecuBHoro HFE-CI. Onnak, 3a pesyinb-
TaTaMM TATOTICTOJIOTIYHOTO JOCTIi/PKEHHS B HaBe-
JIEHOMY KJIIHIYHOMY BWNAJIKy BUSIBJIEHO O3HAKU
reMOXpOMaTo3y — JIJITHKA TeMOCH/IEPO3Y B CTiH-
Kax KalllJIsIpiB, apTepioJi, y YepBOHiii i OiJriii myibIi
cenesinku (puc. 3, 4).

C.C. Branco Ta cmiBaBT. BCTaHOBJEHO,
o HocificTBO maToreHHoro BapianTta ¢.187C>G
Bijirpae poJib akTopa TeHEeTMYHOI CXHUJIbHOCTI
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no mnepeantaxkenus Fe [11]. D. Turbiville
Ta CIiBaBT. BUSIBJIEHO, 11O B 0Ci0 i3 T€TEPO3UrOT-
HOIO MyTalieo reHa HFE Mo)ke PO3BUHYTUCS
KJiHIKa TeMoxpomarosy [71], 1o migTBepaskeHo
B HaBeJEHOMY HaMU  KJIHIYHOMY  BUIAJIKY.
HenikoBanuii CI' yepe3 cuctemHe repeBaHTaKeH-
Ha Fe Moske mpU3BOIUTH 10 TSKKUX YCKJIQTHEHD
i3 mucdynkuiero Oararbox oprabHiB i cucrem
Oopraiamy Ta, 3pemToi, 10 cMmepTi. Kiiniuni
cumrromn CI gacrtiie BUHUKAIOTh Yy JOPOCIHUX
YOJIOBIKIB, HIK y KIHOK, OCKIJIbKU I[OMIiCSTYHA
BTpaTa Fe 4yepe3 MeHCTpyalliio B >KiHOK yIOBLIb-
HIOE MOr0 HaKOIIMYEHHS, 1 CUMIITOMU 3a3BUYail
MOYMHAIOTH 3'ABJSATUCS TiCAsS MeHomay3u. Te-
pareBTHYHA (H1eGOTOMISI TTOKU IO € OCHOBHOIO
GopmMoI0 JIIKYBaHHS 1[bOTO 3aXBOPIOBAHHS B TIOE/I-
HaHHI 3 BHMKOPHMCTAHHSIM XeJIaTHUX IpenaparisB
(nedeporcamin, nedepunpon, aedepasupokc).
@DieboToMisE MOKE IOIOMOITH IOJIIIINTH PO-
60Ty ceplisd, 3MEHIIUTH aHOMaJbHY IirMEeHTAIiio
MKipM Ta  3MEHIIUTA  PU3SUK  TIEYiHKOBUX
YCKJIa/IHEHD. ABTepHATUBHUM METOJIOM
daeboromii Moxke G6yTu epurpormTacdopes. Y ma-
IIEHTIB i3 MPOrPecyi0YUM ITMPO30OM TEYiHKU BU-
KOHYETBCSI OPTOTOIIYHA TPAHCIJIAHTAILiS] TIEUIHKHU.
1106 3amobirtu mporpecyBanHio Hakoruuenns Fe,
paHHE BUSABJIEHHS MOKe OyTU TOCSITHYTO TISIXOM
TeHeTUYHOTO TeCTYBaHHS 3 BU3HAYEHHSIM T€HHUX
myTaitiit HFE. [eneTnuHe TecTyBaHHS HA HASIBHICTh
reriB CI' cuiy 3aniponionyBaTu ticsst 18 pokiB po-
JIn4aMm TIePIIoro CTYIeHs CIOPiIHEHOCTI MAIIEHTIB
i3 MM 3axBopioBanHAM. OTKe, JTiKyBaHHS MOX-
Ha IIOYMHATHU /10 PO3BUTKY KJIHIYHUX CUMIITOMIB,
30KpeMa IUPOo3Y, 10 3HAYHO CIPUSIE JOCATHEHHIO
HOpMasnbHOI TpuBasocTi xuttsa [39,40]. B onm-
CaHOMY HaMU BHUIIQJIKy, [TPOBIBIIN TepaleBTUYHY
CILJIEHEKTOMI10, HAaMU JIiKBiZIOBAaHO OJIUH i3 TIPOBO-
Kytounx (akTopiB /10 TepeBaHTaxkeHHns Fe depes
XPOHIYHUH reMoJIi3.
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