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Jerioparyiounii cnagkoBui ctomaroumTtos (stomatocytosis type, dehydrated hereditary stomatocytosis, DHS) — piakicHa cnagkosa remonitmyHa
aHeMis, WO yCnaakoByeTbCA 38 ayTOCOMHO-AOMIHAHTHVIM TUMOM | XapakTepmnayeTbCa MakpOLUMTO30M, HAABHICTIO CTOMATOUMTIB | AeriapaTauieto
epuUTPOLIMTIB. B OCHOBI LIbOr0O HAMMOLWMPEHILLIOMO T1MY BEANKOI rpyMnv CRaaKoBUX CTOMATOLIMTO3IB € MiABMLLEHA MPOHUKHICTL MeMbpaH epuTpo-
UMTIB YHACNIOOK NEBHUX FEHETUYHMX AedekTiB (MiceHC-myTauin y reHax PIEZO1, KCNN4), aka 3yMOBMioe AncanaHc BHYTPILLHbOKAITUHHUX KOH-
LIEHTPALL KaTIOHIB. 3aXBOPIOBAHHS Mae BapiabenbHi KNiHIYHI NPOSIBY, L0 YCKNaaHIOE CBOEYACHE BCTAHOBNEHHSA AiarHO3y.

Mera — onvcatn kniniunuiA Brnagok DHSI, BMkAMKaHOro ABOMa HOBUMY BapianTamu B reri PIEZO1c.5590C>T (p.Arg 1864Cys) i ¢.76C>T (p.Arg26Cys),
y 5-pPIYHOT AIBUNHKM i3 TPAHCHYIIMHO3ANEXHOIO aHEMIEIO, MACUBHOIO CMIEHOMETAMIEID | BIACTABAHHAM Y NCUXOMI3NYHOMY PO3BUTKY.

KniHiuHuin BUNagok. [lisuiHka xBopie Bif HapOMXKEHHS. 30iNblIEHHS PO3MIPIB XMBOTa, renaTocnaeHoMeranito | SHMKEHHSA MOKa3HWKIB KPOBI
BrepLue 3ayBaxuam B 7 MICALIB. AHEMIIO TAXKOIO CTYNEHA KOHTPONIOBaNM reMoTpaHcdy3igmi. 3a AONOMOrow NePBUHHOrO NatoricToONOrYHOro
OOCNIOXKEHHA KICTKOBOIrO MO3KY [AiarHOCTyBanv peTnkyniHoBniA Mienodiopo3. MNposenn 6aratonpo@ifibHi reHeTnyHi Tectn. BCTaHoBWAN HOCIACTBO
6€3 NPUCYTHOCTI KNIHIYHOrO 3HaYeHHa OyNbo3Horo enigepmonisy (red COL7AT i HedponTosy (ren NPHPIT). 3asasku NGS (Next-Generation
Sequencing, CEKBEHYBaHHA HACTYMHOrO NOKOSIHHS) NaHeNi CNaaKkosux aHemi Busasuav mytauil ¢.5590C>T (p.Arg 1864Cys) i ¢.76 C>T (p.Arg26Cys)
y reni PIEZOT, Wwo B NOeAHaHHI 3 KNiHIKO-NabopaTopHMM 3MIHaMM (FEMONITUYHE aHeMis, rinepnnasia eputpopsaay y KICTKOBOMY MO3KY, renatocnie-
HOMerania, HaaBHICTb CTOMaTOUMTIB Yy Ma3Ky KPOBI B ANTUHM | 6aTbKa) Aanm 3Mory diarHoctysatv DHS.

BucHoBku. DHSTy fitell — piakiCHe 3aXBOPIOBAHHSA, SKe MOXe MaTh TAHXKUIA KNIKIYHKIA nepelir, 30Kpema, reMoTpaHCthy3iiHy 3a1exXHICTb | BMpa-
KEeHy renatocnieHoMeranito, @ TakoxX CNPUYNHATY 3HaYHI AIarHOCTUYHI TPYAHOLLI. HaaBHICTL ABOX BapiaHTie MyTauii y reni PIEZO1, 3o0kpema,
¢.5590C>T (p.Arg1864Cys) i ¢.76C>T (p.Arg26Cys), MOXe ycknaaHiosaty nepedir xBopoou. BisyanbHe OLIHIOBaHHS Maska kpoBi Ta NGS € Baxnu-
BVIMW METOAAMU ANS AIBrHOCTYBAHHSA CNAaaKOBMX aHEMI.

JlocnioXkeHHs BUKOHAHO 3rigHO 3 npuHUmMnamm [ enbCiHCLKOT Aeknapaulil. Ha npoBefeHHA AOCIMKEHb OTPYMaHO IH(POPMOBaHY 3roay 6aTbKiB ANTUHN.
ABTOPU 3a9BNSI0Tb MPO BIACYTHICTL KOHMAIKTY iIHTEpeCiB.

KnioyoBi cnoBa: Aerigparyiounii Cnaakosuii CToMaTounTos, aHeMis, renatocnnesomeranid, mytauil resa PIEZO1¢.5590C>T (p.Arg 1864Cys) i ¢.76C>T
(p.Arg26Cys), aitn.
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Dehydrating hereditary stomatocytosis (DHS) is a rare hereditary haemolytic anaemia inherited in an autosomal dominant pattern, characterised by
macrocytosis, the presence of stomatocytes and erythrocyte dehydration. The disease is based on increased permeability of erythrocyte membranes
due to certain genetic defects (missense mutations in the PIEZOTand KCNN4 genes), which causes an imbalance in intracellular cation concentrations.
The disease has variable clinical manifestations, which complicates its timely diagnosis.

Aim — to describe a clinical case of DHST caused by two novel variants in the PIEZO7 gene ¢.5590C>T (p.Arg 1864Cys) and c.76C>T (p.Arg26Cys) in
a b-year-old girl with transfusion-dependent anaemia, massive hepatosplenomegaly and psychophysical developmental delay.

Clinical case. The girl has been il since birth. Increased abdominal size, hepatosplenomegaly and decreased blood counts were first noticed at the
age of 7 months. Severe anaemia was controlled by haemotransfusions. The initial pathological bone marrows (BM) examination diagnosed reticulin
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myelofibrosis. Multidisciplinary genetic tests were performed. Carriers without clinical significance were found epidermolysis bullosa (COL7AT gene)
and nephronoptosis (NPHPT gene). NGS (Next-Generation Sequencing), a panel of hereditary anaemias, identified mutations c.5590C>T (p.Arg
1864Cys) and c.76 C>T (p.Arg26Cys) in the PIEZOT gene, in combination with clinical and laboratory changes was diagnosed DHSI.

Conclusions. DHS1in children is a rare disease that can have a severe clinical course and cause significant diagnostic difficulties. The presence of
two mutation variants in the PIEZOT gene: ¢.5590C>T (p.Arg1864Cys) and c./76C>T (p.Arg26Cys) can aggravate the disease. Visual assessment of
blood smear and NGS are important methods for the diagnosis of hereditary anaemias.

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: dehydrated hereditary stomatocytosis, anaemia, hepatosplenomegaly, gene mutations, PIEZO7 c.5590C>T (p.Arg 1864Cys) Ta c.76C>T

(p.Arg26Cys), children.

Beryn

[aJIKOBUI CTOMATOIUTO3 — Il Ipyla He-

IMYHHUX CTIaIKOBUX T€MOJIITUYHUX 3aXBO-

proBanb. OTHUM 13 HAUTIONMIMPEHINTUX Pi3-
HOBU/IIB 11i€1 HO30JIOTTYHOI MATOJIOTI] € AeTiIPaTyIounil
CTAJIKOBUI cTOMATOIMTO3 (Stomatocytosis type 1,
dehydrated hereditary stomatocytosis (DHS), 1o xa-
PaKTepU3y€ETHCS JAETIAPATAITIEIO 1 JII3UCOM €pUTPOITH-
TiB y aiteit. DHS € pizikicHUM reHeTHUHNM 3aXBOPIO-
BaHHSM 3 ayTOCOMHO-JIOMiHAHTHUM THUIIOM
yCIAIKyBaHHs 3 4acTOTOIO normpenust 1:50 tuc. Ho-
BOHAPOKEHNX. XBOP0Oa yacTo Ma€ BapiabesbHi KJii-
HiyHi nposisu [2,4,7,9,31,47]. liarnocryBanus DHS
nepebayae MopdoIoriyHe OIiHIOBAHHS Ma3Ka I1epu-
(hepruHOi KPOBI, 10 J]a€ 3MOTY BUSBUTHU XapaKTepHi
3Miau (hopMu epuTpoIUTiB — ctomMatorutu [17]. Ox-
Hak MOP(OJIOTIUHI IaHi He 3aBKM JIOCTATHI JIJIsT BCTa-
HOBJIEHHSI TOYHOTO /1iaTHO3Y, OCKIJIBKU CITaJIKOBUI
CTOMATOIUTO3 MOKe MaTH KJIiHIYHi i 1abopaTopHi
03HaKH, MO/1i0H] 710 03HAK 1HIIMX FeMOJITUYHUX aHe-
Mmiit [15,47]. PaHHbOMY BUSIBJIEHHIO TIATOJIOTTYHOTO
CTaHy JlorioMarae renetTnyHe tectyBannd [ 1,3,7,8,31].
BoHo He Jntiie 1a€ 3MOTY TOUHO i/1leHTHDIKyBaTH My -
Tallii, ajie i Ma€ BasKJINBe 3HAUEHHS JIJI BUSHAUEHHS
OIITUMAJIBLHOI CTpaTerii JiikyBaHHs1. BificyTHiCTh 3ame-
pedeHHsI IMOBIPHOCTI 11bOT0 3aXBOPIOBAHHS MOJKe T1e-
PEITKO/[KAaTH CBOEYACHOMY BCTAHOBJIEHHIO /IIaTHO3Y,
110 CITIPUYMHSIE CEPUO3HI YCKIQTHEHHS 1| HEKOPEKTHE
JikyBaHHst. Hamu onvicato KiiiHiko-1abopaTtopHi oco-
61MBOCTI TIepebiry Ta CKJIaJHOCTI AiarHOCTyBaHH
DHS1 y noenanHi i3 3aTpuMKOI0 TICUX0()i3UIHOTO
PO3BUTKY B 5-PiUHOI JIiBYMHKH, TA MiJKPECTEHO BAXK-
JIUBICTH MOJIEKYJISIPHO-T€HETUYHOTO TECTYBAaHHS Y Be-
pudikartii 1iarHO3Y.

Mema nocaijKeHHs — ONUCATH KJIIHIYHUH BUTIA-
noxk DHS1, Bukmkanoro 1BoMa HOBUMY BapiaHTa-
mu B reri PIEZO1 ¢.5590C>T (p.Arg 1864Cys)
ic.76C>T (p.Arg26Cys), y 5-piuHOi 1iBUYMHKH i3
Tpanchy3iitHO3aTeKHOI0 aHEMIEI0, MACUBHOIO CILJTe-
HOMETAJTIEI0 Ta BiZICTAaBAaHHSAM Y TICUX0(i3UIHOMY
PO3BUTKY.
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HocmizkenHss BAKOHAHO 3Ti/HO 3 TPUHITUIIAMU
Tenbcincbkoi nekapaitii. Ha npoBesieHHs goci-
JKeHb OTPUMaHO iH(GOpMOBaHY 3rojy 6aTbKiB
JIATUH,

Kiainiyauii BUnazjox

JliBumHka Hapoausacs Bij 6-1 BariTHOCT, IIJISIXOM
KecapeBoro po3TuHy. O1iHKa 3a mKason Anrap —
8/9 GasiB. Maca Tijia Ha MOMEHT HapO/[’KEHHS —
4100 1, BUTO/IOBYBaHHS TPy/IHE BITPOJIOBK OJTHOTO
POKY, Ha IIepIIOMY POIIi JKUTTSI 3a0BIIbHO HabKpasa
macy Tisa. CaMOCTiITHO 1movajia XOAUTH B 4 POKH.
[IpexBopisa Ha MHEBMOHIIO, 4aCTO XBOPiJa Ha TOCTPI
pecriparopHi 3axBopioBanHs. [IpodinakTiyni me-
mientst: BITK Ne 1, intmmx mernsiens ve 6yJio. utu-
Ha XBOpI€ 3 HAPOJKeHHs. ¥ Billi 7 MicsI1iB y1epiie
BUSIBIJIN 301/TbIIIEHHST JKUBOTA, TETATOCIIIIEHOMETa-
JIi10 1 BHUIKEHHS TIOKa3HUKiB KpoBi. [lepebyBaia
B peaHimallii uepes TsKKICTh cTaHy. TpuBajio mpo-
Xo/11J1a 00CTEKEeHHSI 1 JIIKYBaHHSI B OJ[HIH i3 JTIKapeHb
Yxpaiau. AHeMiIo TSIKKOTO CTYTIEeHST KOHTPOJIOBAJIH
remotpancdysismu. Kiiniuni it tabopatopHi gocJri-
JUKEHHST: KOMITI0TepHa ToMorpadis BusiBuIa imMma-
JIeHOTATiI0 (AKCUJISIPHY Ta CEPEIOCTIHHS ), O3HAKU
MMHEeBMOHI1; y Mi€JIorpaMi — BiZICYTHICTb O3HAK aTUTTi1
Ta reMo(aroIuTosy, MpoMopIliliHe 3MeHIIEHHS ePH-
TPOIAHOTO Ta Mi€JIOiTHOTO ITAPOCTKIB; ITAaTOTiCTOJIO-
riyHe J0CJIi/IPKEHHSI KICTKOBOTO MO3KY: PETUKYJIiHO-
BUi Mi€n0(hiOpo3, aKCUIISIPHUI JTiM(aTHIHII By30.T
6e3 1aToJIOriYHuX 3MiH; y 6ioxXiMiyHOMY aHasi3i
kpoBi (BAK) — Bucoxuii piBeab GpepuTuny
(>1000,0 ar/mi; Hopma (H) — 7,0—-140,0 Hr /M) Ha
TJi 3HUXKEeHHsI cupoBaTkoBoro 3aniza (Fe)
(6,3 mxmonb/m; H — 7,2—17,9 MKMOJIB/J1), BIJICYT-
HicTb TinepO6inipyOiHeMil Ta IUTOJII3Y, aHTUHYKJIE-
apai antuTita (ANA) — HeraTusHi.

Y Biti 5 pokiB 9 MicsI1iB 3BepHYyJ1acst Ha KOHCYJIb-
tattito 110 rematoJsiora B CII «3axigroykpainchkmit
crertiamizoBanuii ieHTp» M. JIpBoBa (3YCIL). Pent-
reHOJIoTiuHe 0OCTEKEHHSI CKeJieTa He BUSIBIIIO O3HAK
0CTeoTeTpo3y. PekoMeHIyBasiv MOJIEKYJISIPHO-TEHe-
TUYHE AOCHIKeHHS, CKepyBaJd Ha KOHCYIbTaIlil0
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Puc. 1. MNauieHTKa i3 renatocnneHomeranieto: 36inbLeHHA
PO3MIpIiB XMBOTAa, 61iAICTb LWKIPHUX NOKPWUBIB i3 XXOBTAHUYHUM
BiATIHKOM, CyXe CBIiT/1e BON10CCA

renetuka (JIpBiB, IEOTEH). [IpoBesnu renetnyne
tectyBauHs B abopatopii «INVITAE» (CIITA) —
2841 ren. Jlocyinam BeTMKWH CIIEKTP TEHIB, K1 BiI-
MOBi/IaI0Th 32 PO3BUTOK BPOJ)KEHUX HEPBOBO-
M’SI30BUX XBOPOO, BPOKEHUX MeTabOTiuHIX
pO3JaiB, AKi IPU3BO/ATH /10 3aMiH aMiHOKHUCJIOT,
OpPTraHiYHUX AUy Pili, TeHETUIHUX MYTAIli i, 110 MO0-
PYIIYIOTh IJIIKO3UIIOBaHHS O1/IKiB, OPYIIEHHS 00-
MiHY JKUDHUX KUCJIOT, TOPYIIeHHst 0OMiHY Iy PUHIB,
CEYOBOI KUCJIOTH, KPEaTUHIHY B FOJIOBHOMY MO3KY,
XBOPOO HAKOITUYEHHSI TJIIKOTEHY, II30COMHUX XBO-
pO06 HAKOIIYEHHST, TIOPYIIeHHs 0OMiHY Mi/Ii i 3a1i3a,
neiikoauctpodii, mucdyHKIi HefipoMeTaboiuHOrO
00OMiHY, TOPYIIIEeHHsT HEHPOTPAHCMITEPiB, MYKOBiC-
U103y, BPO/UKEHNX iIMyHO1e(DITINTIB, BPOYKEHUX
AyTOMYHHUX Ta ayTO3aMaJIbHIX CTaHIB, TTAHEJb He-
JIOCTATHOCTI KicTKOBOTO MO3KYy. [ocaigunnn
333 renu, MyTallii B IKUX acOIiiOBaHi 3 MiTOXOH/IPi-
AJIbHUMU 3aXBOPIOBAaHHAMU. TaKOXK AOCHiININ T1a-
HeJIi TeHiB, IKi TPU3BOAATH JI0 PO3BUTKY XPOHIYHUX
[MaHKPEeaTHTiB, araMarjao0y iHeMil, TeMOTiTHKO-ype-
MIYHOTO CUHIPOMY, Ay TOIMYHHUX JiiMortpomidepa-
TUBHUX CTaHiB, CUH/[POMiB X0JIeCTa3y, He/[OCTaTHOC-
Ti KOMIIJIEMEHTY, IM3€PUTPONOETUYHOI aHeMii,
anewmii /laitmonia—baekdana, anemii Mankomi, Tic-
TIOIMTO3Y, Mi€JOMCIITIACTUYHOTO CUHAPOMY Ta JieH-
KeMiii, CHH[POMIB i3 TPOMOOIIMTONEHIEI0, COMIIAHNX
MyXJIUH IUTSYOTO BiKY, CKeJIETHUX JAUCILIA3ii, ri1o-
(hocharemii, cMUHAPOMIB i3 3aTPUMKOIO PO3BUTKY
MOBJIEHHS Ta iH. /JlociuBIIN TaHeJ Il JII30COMHUX
XBOPOO HAKOTIMYIEHHSI, 3arepednsii xBopooy Torre Ta
MYKOIIOJIicaxapu103.
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BcranoBieno maToreHHUU BapiaHT y TeHi
PSTPIPI ¢.748G>A (p.Glu250Lys) y rereposuror-
HOMY CTaHi 3 ayTOCOMHO-IOMIHAHTHUM TUIIOM
ycmaakyBauud. [[ali reH BigmoBia€ 3a TeHETUIHY
MaTOJIOTi10, 30KpeMa, 3a cuHapoM PAPA (11e pizakic-
HUI ayTO3anaTbHII PO3JIA]], IO XapaKTepU3y€eThCs
MOTeHHUM CTEPUJIBbHUM apTPUTOM, TAaHTPEHO3HOIO
MMoJIepMI€I0 Ta aKHe, O/[HAK Y ITi€l IUTUHU He BUSIB-
JIEHO KJIHIYHUX TIPosiBiB xBopobu. He BigznaueHo
HIIIMX TeHeTHYHUX XBOPOO, sIKi 6 MOTJIN CIPUYMHU-
TH TaKy KJIiHIYHY KapTUHY. BcTaHoBJIeHO HOCilicTBa
6e3 KJIHIYHOTO 3HAYeHHST: OYJIbO3HOTO €I IePMOJIi3Y
(rern COL7A1) Ta nedppononTosy (ren NPHPI).

[TosTopHe 3BepHenns 10 3YCIL — y Bi1i 6 pokis.
Ha vac orngay 3aranbHuii cTaH TSOKKUM, 3yMOBJIe-
HUH aHeMi€0. Ha MOMeHT orJisiiy CBiloMicTb IUTH-
HU SICHQ, 30POBUI KOHTAKT HE YTPUMYE, BKpall He-
raTUBHO pearye Ha orJisii, 00IThCs, M0 YCKIAIHIOE
oryraz. MeHiHTea bHi 3HAKY Bifl eMHi. 3iHUII cruMe-
TpUYHi, hoTOpeaKilist xkBaBa, ckaepu 6isi. Oui 3ama-
i, [kipui nokpusy 6111 3 )KOBTAaBUM BiJTIHKOM,
cyxictp mkipu Ha 06mayi. Cyxe cBiTJIe BOJOCCS.
Bupaenuii rineprizapos. Kon'tonkrusa 6iiga. Esac-
TUYHICTh, TYPrOp TKaHWH 3HMKeHi. [TimKipHO-K1-
poBa KJiTKOBUHA ¢y1abo po3BuHeHa. Maca Tija —
16 kr, 3pict — 102 cm (iHZEKC Macu Tija pi3Ko
sHmKeHnit — 15,4 kr/m? (1 — 18,5-24,9 xkr/m?). Cn-
30Ba 000JIOHKH POTOBOI MOPOKHIHY 011 10-POKEBa,
grcTa. 3aHs CTiHKa 3iBYy 6JIi[0-pOKeBa, YMCTa.
s3uk Bostoruii. I[y6u By3bki. MHOKMHHUI Kapiec
3y0iB, 3110poBi 3y6u BiacyTHi. [[u3mopdism uepera —
BUCTYIIAIOTH JIOOHI Ta TiM siHi Oy Ipy, BYILIHI PaKOBH-
HM HU3BbKO nocajpkeni. [Ius koporka. O3Hak mpo-
repii Hemae. [lepudepuuni simdbaTnani By3m He
MaIbMyI0Thes. /[{UXaHHs Hal JIeTeHIMU Be3UKYJISP-
He, CHMeTPUYHE, YacToTa AuxaHHs — 24—26 /XB, yac-
TOTa cepiieBux ckopouenb — 110 yu./xB, apTepiaib-
Huit tuck — 105/70 mMm pr. cT. [distnbHicTD cepiist
putMiuHa, ToHU 3By4Hi. JKUBIT 36i/bIIIEHUT Y PO3-
Mmipax, 00Bij kuBoTa — 58 cM, nedinka +10,5 cm, ce-
Jie3iHKa 3HaYHO 36iJbleHa + 26 ¢M, BUTIOBHIOE YCIO
YepeBHY MOPOKHUHY, MATUCKAIOYY MTEYiHKY, /ia-
(bparmy, nereni, BayTpiniHi opranu (puc. 11 2). [Te-
pudepuuni Habpsiku BigcyTHi. CedyoBUITyCKaHHS
BisbHe. BUMOposKHEHHST 3BUYaliHi.

Y 3AK: eputponutu (Ep) — 2,94x10°/11, remorio-
6iu (I'6) — 66 r/u1, perukynonut — 79,4%o, HOPMO-
ity — 7:100 neiikoruris, Mean Corpuscular Hemo-
globin (MCH) — 23,6 pg (1 — 27,0-35,0 pg). mipuHa
POBIIOJITY epUTPOIHTIB 3a 00’emMoM, Mean Corpus-
cular Volume (MCV) — 81,6 fL. (1 — 80,0—100,0 fL),
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Puc. 2. TenaTocnneHomeranis B AUTUHU
(neyiHka — poxeBe WTPUXYBaHHS,
cenesiHka — 6/1aKUTHE LUTPUXYBAHHS)

cepeiHs KOHIIEHTPAIlisl TeMOrJIO6iHY B €PUTPOIMTAX,
Mean Corpuscular Hemoglobin Concentration
(MCHC) - 309,0 v/a (1 — 320,0-360,0 r /1), Red
Cell Distribution Width — Coeflicient of Variation,
MOKa3HUK BapiabeJbHOCTI pO3Mipy epUTPOIIUTIB
(RDW-CV) —22,3% (1 — 11,5-14,5), Red Cell Dis-
tribution Width — Standard Deviation, cranmapthe
Bi/IXUJIEHHS PO3IO/ILITY ePUTPOIUTIB 32 PO3MiIPOM
(RDW-SD) - 66,9 fL. (11 — 37,0—54,0 fL), migBuimen-
HI IIBUIKOCTI OCiaHHsI epUTPOLMTIB — 73 MM /TO[I,
neiikonut — 3,1x10° /o1, TpoMborTI — 97,0x10° /11,
cepenHiii 06’em tpomboruTie (Mean Platelet
Volume, MPV) — 8,1 fl (1 — 7,0-10,4 ), neiikoru-
tapHa opmyia: miesonuTt — 1%, MeTaMieonuTn —
12%, nannukosiziepHi neiirpodism — 4%, cerMeHTO-
saepHi — 11%, eosunodinbHi — 0%, 6azodiaphi — 1%,
gimponut — 53%, MOHOIIUTH — 4%. Y Tipenapari
nepudepruHoi KPOBi — BUPasKeHi aHi30ITUTO3 1 IO~
kizonuros Ep (kpamrenoxni6ui Ep — makpiomuTu,
CTOMATOITMTH, OBAJIOIUTH ), TTOJiXpoMaTodiam —
1-2 y o 30py (puc. 3).

Y BAK: zaranbuuii 6inok — 87,7 r/i1, ambOymin —
45,5 r/n, saranpuuii 6inipy6in (3Bix) —
16,9 mxmous /a1 (8 — 3,4—21,0 MKMOJIB /1), TPAMUI —
7,2 mxmoan/n (1 — 0,0-5,0 MxMoab/1),
ana"inaminorpacpepasza — 6,4 MO/n (0 —
0-45,0 MO/x), acnaprataminorpacdepasa —
22,6 MO/n (1 — 0-40,0 MO /), my:xHa dpocdara-
3a — 243,7 MO/a (u — 80,0-308,0 MO/n),
cupoBaTkose 3ai30 (Fe) — 22,1 mxmounn/an (1 — 7,2—
17,9 mxmoab /), beputua — >1000,0 ar/™ma (0 —
7,0-140,0 ur/™Mn), jmakrtaTtaeriiporeHaza —
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Puc. 3. Mopdonoria eputpoumnTiB y Ma3Ky nepndeprnyHoOi KPOBI: aHi3o- Ta
NoKKINounTo3, NPUCYTHi ctomatounTK (1), oBanouutu (2), aakpiountu (3)

628,9 MO/x (1 — 0-248,0 MO/x), BiTamin (BiT)
B, — 4,7 ur/mn (u — 3,1-20,5 ur/mn), sit B, —
854,0 rir/mur (1 — 193-982 1ir/mur), miABUIIEHHS
C-peaktuBHOTrO mpoteiny — 65,72 mr/mn (1 — 0,0—
10,0 mr/n), 3Haune 3aMReHHS BiT D — 14,3 HMOIIB/01
(1 - 50,0—250,0 HMOIIB /7T), KOAryIoTpamMa: iMyHiTeT
kuituHHui i rymopasbhuii (IgA, IgM, IgG, IgE), xo-
JiecTepuH, TPUTTiIEpUIH, 3aralbHUll aHami3 cevi
B HOpMI.

3a pe3yJibTaTaM¥ TOBTOPHOTO 3BEPHEHHS 3a 2 Mi-
cami nokazankn 3AK i BAK yrpumyBanucs na mo-
nepeiHiX 3HAaUeHHIX, OKPIiM CyTTEBOTO TTiIBUTIIEHHS
BiT B,, (>2000,0 ir/™mu1), npsiva ipoba Kymb6ca sisivi
HeTaTUBHA, HATPIMyPEeTUYHOTO TENTUAY —
780,51 rir/mut (1 — <50,0 1ir/mur).

Ynwrpassykose gocaimxenns (Y3/]): meuinka
36iJIbIIIeHa B PO3MipaXx 3a PaXyHOK JIBOX YaCTHH, €X0-
TeHHICTh HapeHXIMU IIi/IBHIIeHa, CTPYKTYpa APiOHO-
3epHUCTA, ogHOpiAHA. CTpoMa MeYiHKM He3HAYHO
VIIJIbHEHA, He TTOTOBIIeHA. KOBUHMIT MiXyp po3Ta-
MIOBAHUI TUTIOBO, OBOIHOI (POPMU, ONMHIIHUT TTe-
PETVH y JJIIHII Tija, CTIHKY YIIIJTbHEH], HE TIOTOB-
neHi, mMpocBiT romorennuii. Ceyie3inka 3HaAYHO
301JIbIIIEeHa, EXOTEHHICTh 3BHYAHA, CTPYKTYPA OJTHO-
pinna. IlignryHkoBa 3a/103a 4aCTKOBO IPUKPUTA
361bIIeHOI0 cene3inkoto. Cee3iHKa Bidyami3yeThest
Bij1 J1iBOTO THiApe6ep’st 10 MOPOKHIMHK MaJIOTO Ta3a,
3aXO/IUTh 3a CEPEMHHY JIiHII0, CEIe3iHKOBA BeHa B [Ti-
JISTHITi BODIT ITepeiHbo-3aaHiM po3Mipom 13 M. ¥ Bo-
pOTax cese3iHKY Bi3yasli3ye€ThCs XBICT MiAMITYHKOBOI
3aJ1031 TOBIWHOIO /10 26 MM. Hupku po3raioBani
TUTIOBO, TTpaBa po3Mipamu 100x41X48 mm, mapenximMa
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Puc. 4. MynbTucnipanbHa KOMM'IOTEpPHa TOMorpadia opraHiB YepeBHOI MOPOXHUHM 3 KOHTpPAacToM. ["'enaTocniieHomeranis.
36inbLUeHi B po3Mipax nedviHka Ta ceniesiHka 3anmatoTb Malixe BCIo YepeBHY NOPOXHWUHY | KOMAPECYIOTh iHLUi BHYTPILLHI OpraHu
n knweyHunk: A — MPR, kopoHapHa npoekuis; b — 3D-pekoHCcTpyKUis

toBuHOIO 18 MM; siBa — 90x40%35 MM, mapeHxima —
14 MM, eXOreHHICTb MMapeHXiMHU JIeI0 TiIBUIIEHA,
KOPTUKO-MeyJisipHa Audepenttiainist 30epeskeHa.
YamkoBo-MICKOBa cucTeMa — 0e3 O3HaK JIUIaTaIlil.
Cunycu akyctruHo yiisibHeHi. CeqoBuil Mixyp — ce-
PEIHBOTO HATTOBHEHHSI, BMICT aKyCTUYHO IPO30PUH,
CTiHKa He 1ToToBINEeHA. ¥Y 3/] Tpu I0BEHHOMY KOHTP-
acryBanti (1,0 COHOBIO): 0COBIMBOCTEN HE BUSIBIIE-
HO, 32 BUHSITKOM TIPUTIBU/IITIEHHST HATTOBHEHHST T1e-
uyinkoBux BeH (Ha 10-ii cexyni). Cenesinka — 6e3
BOTHUIIEBUX 3MiH, MU(y3HUTT HOPMATBbHUH TTAaTEPH.
Enacrorpadist nmedinku B 5—6-My cerMeHTax i3 Bij-
HOCHUMU TeXHIYHUMU CKJIAIHOTIAMU: HEOTHOPITHA,
3a cucremoto «METAVIR» ctymniub hibposy mediHku
F2[37] 6e3 Bupaskeroro (hibposy, miiJbHiCTh 3HAYHO
nocuiena, 10 35 klla. Y cTpyKTypi cesie3iHKi — MHO-
JKUHHI 1MY3HI TOUKOBI TillepeXoreHHi BKITIOUEeHHS,
y TKAaHWHI TIeYiHKK — y 3HAYHO MEHIIII KiJTbKOCTI.
BisibHOI pizvHM B YepeBHii IOPOKHUHI HE BUSIBJIEHO.
Bupakena crimeHoMeraitisi, 03HaK IUPO3Y, TOPTATTh-
HOI rineprensii He BusBieHO. Ilix yac Y 3-ngencuro-
MeTpii BiJI3HaUeHO 3HKEHHS MiHepaJi3allii KiCTOK
(tibia — mBuaKicTH 3ByKY — 3349 M/, IPOIIEHTIIID —
0,0, Z-nmoxasuuk — 3,1). O3HaKU BUPaKEHOI OCTEO-
TIeHii/0CTeomopo3y.

PeHTreHosorivHe JOCIiIKEHHST: TiIsTHKa 06CTe-
JKeHHd — JIiBa KUCTh. KicTKOBU BiK 32 CHCTEMOIO
«20 Bone TW2» — 2 poku 9 micsiiiB. @aktuynunii
BiK — 6 pokiB i 3 MicArri.
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3a pe3yJbTaTaMy MIOBTOPHOI MYJIBTUCIT PATBHOI
KOMIT F0TepHOI ToMorpadii BUSIBIEHO BUPAKEHY Te-
MaToCIJIEHOMET a0, cesie3iHKa BUTIOBHIOBAJIA yCIO
yepeBHY TOPOKHUHY, KOMITPECYIOYN BHYTPIllTHi Op-
ranu, riacdparmy, jgereti ta cepiie (puc. 41i5).

Ha enextpoxapmiorpadii BugBieHo iHTepBaI,
IpoIiecy pernoJsspu3aiiii B Hopmi. Exokapaiorpadist:
MOMipHO 3HMKeHa (hpakilist BUKULY Miokapzaa (54—
56% ), BpoJKeHi Baiu ceplist He BUSIBJIEHO; IMHAMIY-
Ha HEJIOCTAaTHICTh MiTPaJIbHOTO KjamnaHa Y2+, Tpu-
KycHhijaabHoro 1+, perypriralii Ha JlereHeBOMY Ta
aopTaJbHOMY KJlallaHax He BusiBjeHo, AP=23 mmlg
(rpaslieHT TUCKY MiX IPaBUM HIJIYHOYKOM i 1epe/1-
ceplisiM, uepe3 TPUKYCITilabHUl KyataH ). Jlerenesa
rineprensig 0-I ct. /lunarartis siBux kamep cepiis.
Koncysbraitist Kap/iosiora: HeZIOCTaTHiCTh KPOBOOOi-
ry I cT. PekxoMeHnsoBaHo JiKyBaHHS CIiPOHOJIAKTO-
nowm. Iic/g crabimizanii crany npenapar BigMiHeHO
KapaionoroMm. HatpiitypeTnanunii enTui 3HU3uBCS
1o 149,75 1ir/mJ1, 3ro1oM 0T0 piBeHb YHOPMYBaBCSI.

Kowncybraitist eHI0KpUHOJIOTOM: HU3bKOPOCJIICTh
SIK HACTIZIOK TSSKKOTO XPOHIYHOTO 3aXBOPIOBAHHS;
IMYHOJIOTOM: JITaHUX TIPO iMyHO/IePIIIUT HEMAE, pe-
KOMEH/IOBAaHO MTPOBOUTH TIJIAHOBI MPOdiakTUYHI
mervieHHs1. Miesiorpama: IyHKTAT TiOKJIITUHHUT;
eputrpornoes — 19,0%, mimporutu — 31,7%, mienonn-
™ — 19,3%, metamienorur — 9,7 %, manudakosiaep-
Hi — 10,7%, cermenTosiepHi — 5,7%, eo3nHoMiIbHI —
0,7%, 6azodinpui — 0,0%, monouuTtu — 0,7%,
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PHILIPS

Puc. 5. MynbTucnipanbHa KoMn'loTepHa Tomorpadis opraHiB Y4epeBHOT MOPOXHUHM 3 KOHTPACTOM, akCianibHa NPOEKLif:

A — renatomeranis; b — cnneHomerania

Puc. 6. l'inepuentonapHun KiCTKOBUA MO30K i3 rinepnnasi€to eputpoigHoro napocTka: A — 36insLweHHs x4; b, B — 36inbweHHs x10

6s1acTii — 2,7 %, MerakapioluTH JisJIbHi, 3MEHIIIEHA
KIJIbKICTh, PETUKYJIIOM <+», TUI €DUTPOIIOE3Y Mera-
JIOOTACTHUTA.

Meouunuii eucnoeox. IIlyHKTaT rinoKIi THHHUIA,
Ipe/icTaBJIeHU I KIITUHAMM YCiX TaPOCTKIB reMo-
noe3y. € 03HaKU IU3EpPUTPOTIOE3Y, 30KPEMa, Tpa-
wistotbest Ep kpamienoni6uoi ¢popmu. 3mosKic-
HUM TIpoliecoM He ypaxkenui. [laToricronoriune
JOCJIiKEHHsT 6i0TTaTiB KiCTKOBOI TKAHUHK Mic-
TUTH (hparMeHTH ryouacToi Kictku i3 26—27 xict-
KOBO-MO3KOBUMHU KOMipKaMu, JiJISTHKAMU OKIiCTS
Ta XpANOBOI TKaHWHU. KicTKOBMIT MO30K rimnepire-
sosstpauil (~95% 006’eMy ), JKUPOBI KITITUHU He BU-
saBJieHO. BifilaHaueHo rinepiia3ito epuTpoifHOro
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napoctka. [panysonurapHuii TapoOCTOK IPECTaB-
JIEHUU yciMa TiepexiiHuMu (popmMaMu, epuTpoiaHi
OCTPIiBIli HOPMOOIACTHOTO TUITY. BUsiBIIeHO rpyin
Makpodaris. Merakapionuty 3Budaiinoi Oy10BH,
2—4 y moui 30py (puc. 6). Ockinbku Taki Mopgdo-
JIOTTYHI 3MiHU MOKYTb CIIOCTEPITATUCH TTPU TEMO-
JITHIHUX aHeMisIX, HeoOXiaHa KOpeJIsilist 3 KIiHid-
HUMU JJTAaHUMU.

3 ypaxyBaHHSIM BUSIBJIEHUX 3MiH BCTAaHOBJIEHO
CIAJIKOBE 3aXBOPIOBAHHS, TOMY IIPOBE/ICHO PO3IIIHN-
peHU TeHeTUYHUH TOTIYK /111 Bepudpikailii XBopo-
6u. 3a TaHUMU [IUTOTEHETUYHTO JOCIIIKEHHS BY-
SIBJIEHO HOPMaJIbHUH KiHOUM Kapiotun 46, XX.
Y pesysbraTi TOBHOEK30MHOTO CEKBEHYBAHHSA
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Puc. 7. Xpomatorpama Bisyanisauii pe3ynbTaTy CEKBEHYBaHHA HACTyNHOro nokoniHHA (NGS) y reni PIEZO1 3a ponoMoroto
nporpamHoro sa6esneuveHHs «lon Torrent lon Reporter» (5.20.4.0.) komnaHii «Thermo Fisher Scientific»: A — BapiaHT c.76C>T
(p-Arg26Cys); b — BapiaHT c.5590C>T (p.Arg1864Cys)

(Whole Exome Sequencing, WES) y Menuko-rene- Y reni PSTPIP1 (ENST00000558012.6):
tuuromy 1teHTpi « TEOTEH» BinsHaueno gekinbka ¢.748G>A (p.Glu250Lys) — naroreHHwuit MicceHc-
TeHeTUIHUX BapiaHTiB, aCOIIHOBAHUX i3 BiIOMUMH  BapiaHT, acOIlilfoBaHUI i3 TIIOTEHHUM CTEPUJIbHUM
3aXBOPIOBAHHSIMU i CTAHAMU. apTPUTOM, Mi0/IEPMi€I0 TAHTPEHO3HOIO Ta aKHE

144 ISSN 2663-7553 Modern pediatrics. Ukraine 4(148)/2025



YUYntante Hac Ha canTi: https://med-expert.com.ua

(PAPA-cumzipom, ayTOCOMHO-ZIOMiHAHTHWIA THTT yCIIAT-
kyBanHus:). Y reHi PIEZO1: c.76C>T (p.Arg26Cys) —
MicceHC-BapiaHT, HeBU3HAUEHOro 3HaueHHs. Bijomi
(berorumivuni acomiarii 3 mpoxyktom reHa PIEZO1.
[e cucrema tpyn kposi ER (ayTocomuo-perecus-
HUI TUTI yCTTaIKyBaHH ), TiMbaTtnaHa MarbhopMma-
11ist 6 (AyTOCOMHO-PEIeCUBHUN ), IeTi/IPAaTOBAHUN
CITQJIKOBUH CTOMATOIIUTO3 (2ayTOCOMHO-/IOMiHAHT-
Huii). Y reni ITGA2B: ¢.992G>A (p.Gly331Glu) —
MicceHC-BapiaHT, HeBU3HAUeHOTO 3HaueHHs. CTpyK-
TypHi 3minu B reni ITGA2B aconifioBani
3 BPO/KEHUMU TPOMOOIIUTOTIEHIEIO, aT0IMYHHOIO
HeonarasbHoio HPA (Human Platelet Antigen),
xBopo6oi1o [ytaHnMana (ayToOCOMHO-PerecCuBHA),
CIAJIKOBUMHU MOPYIIEHHAMHU 3rOPTaHHS KPOBI.
Y reni RUNXT: c.1193 1194insCCG (p.Pro398
Pro399insArg) BusBJieHO iHCEPITit0, UMOBIPHO, HEH-
tTpaspHUii BapiauT. [en RUNXT aconiiioBanuii i3
CiMEITHUM TIOPYIITIeHHSAM (DYHKIIIT TPOMOOIUTIB i pri-
3UKOM PO3BUTKY Mi€JOITHUX 3JI0IKICHIX HOBOYTBO-
peHb (AyTOCOMHO-/IOMIHAHTHUI ), & TAKOXK TOCTPUM
Mi€JIOITHUM JIEHKO30M (COMaTUYHI MyTailii). Yci Bu-
sIBJIEHI BapiaHTU € TeTePO3UTOTHUMU. BusHaueHo
OJIVH MatoreHHnii Bapiant y reni PSTPIP1, axuii io-
TEHI[ITHO Ma€ KJIiHiYHe 3HauyeHHsd. [HIi BapianTn
KJacu(ikoBaHO SIK BapiaHTH HEBM3HAYEHOI'O 3HA-
yenns (variant of uncertain significance, VUS) a6o,
nimMoBipHO, HeliTpaabHi 32 ACMG-kpuTepigmu
(American College of Medical Genetics and
Genomics) [45].

Jlo1aTKOBO TIPOBEIEHO MOJIEKYJITPHO-TEHETHYHE
TECTYBaHHS METOJIOM CeKBeHYBaHHS HACTYITHOTO TO-
kosiaasa (NGS) na maardopwmi «Ion GeneStudio
S5» (Ion Torrent™ by Thermo Fisher Scientific) ta
XPOMOCOMHUI MikpoMaTpuuHuil anamiz (XMA,
Chromosome microarray — CMA) Ha mratdopmi
«Afymetrix», 3 Bukopucranusm gimis «CytoScan
HD» y Biji1isii OHKOTEHETUYIHUX [OCIIi/KEHD 1abo-
paropii MmennuHoi reHeTuku HartionaiabHoi uTs401
crertiasizoBanoi JikapHi «OXMATANT», m. Kuis.

3a pe3yJibTaTaMi CeKBeHYBaHHsI HACTYITHOTO I10-
KOJIIHHSI BUSIBJICHO JIeKiJTbKa TeHeTUYHUX BapiaHTiB
HeBusHaueHoro 3HadeHHs (VUS). Yci 3Haitneni Ba-
piaHTH, OB’ A3aHi 3 TOPYIIEHHSIMU KPOBOTBOPEHHS
Ta AaHEMIYHUMU CTaHaMu, OyJIU B TAPreTHiil maHesi
76 reHiB, i3 MOKPUTTIM KOAYIOUUX JIISTHOK, /i€ Hali-
yacTile TPaIIAIOThCS BigoMi BapiaHTH nepedy10B.

Vi BusiBIIeHi BapianTy nepe0ynoB OyJiv B reTepo-
3UTOTHOMY CTaHi, 30Kkpema, y reni FANCM
(c.4627C>T, p.Leu1543Phe); y reni PIEZO1
(c.5590C>T, p.Arg1864Cys) i (c.76C>T,

ISSN 2663-7553 CyuacHa nmexiatpist. Ykpaina 4(148)/2025

KAIHIYHMI BUTTAAOK

p.Arg26Cys). [lo BUNmcku BHECEHO TaKOK iMOBIPHO
nobposikicHi BapianTu B reHax SPTAT (¢.6437A>G,
p.GIn2146Arg) i SEC23B (c.770C>T, p.
Thr25711le). (puc. 7). Knacudikaris Bapiantis 6a-
3yeTbest Ha ganux ClinVar [29].

3a rorromoroio XM A BUSIBJIEHO O/IHY KOTIIIO JIOKYCY
2q13 (arr| GRCh38] 2q13(109,746,742_110,222,531)
x1), o mae poamip 476 Kb i mictuts 15 renis (RGPD6
(OMIM:612709), RGPD5, RGPDS, LIMS4, LIMS3-
LOC440895, LIMS3, LOC100288570, LOC440895,
LINCO1123, MIR4267, MALL (OMIM:602022),
MIRA4436B1, MIR4436B2, NPHP1 (OMIM:607100),
MTLN). 3a niTepaTypHUMU [KepesiaMy i TeHeTUYHH-
M 6a3aMU JaHNX, HAIBHICTb TOMO3UTOTHUX JIeJIeliil
Jokycy 2q13 npu3BoOUTH /10 IOBEHIJIBHOTO He(PO-
Hodtuzy 1 (OMIM:256100) — ayTocOMHO-peTiecuB-
HOTO KiCTO3HOT'O 3aXBOPIOBAHHSI HUPOK, SIKe TIPU3BO-
JIMTh 10 HUPKOBOI HEJJOCTATHOCTI B JUTUHCTBI a60
B mititkoBoMy Bitti (PMID: 36948406, 25635582)
[30,46]. [lenertito noBHoro rena NPHP1 B ofHili 3 ase-
JIi T ITBEP/IZKEHO JIOCTIIPKEHHSIM, TIPOBE/ICHUM Y JIa-
6oparopii < INVITAE».

OTxe, BUABJIEH] TeHETUYHI 3MIHU B TIBUNHKH, 30-
KpeMa, HasiBHICTb JIBOX BapiaHTIB HEBU3HAUYEHOTO
suavenns B reri PIEZO7 (¢.5590C>T ta c.76C>T),
a Takoxx MyTailil y reHi SPTA71 cTpyKTypHUX aHO-
MaJIiii reHOMY TiITBEP/IKYIOTh CIIaJIKOBY TTPUPOLY
3axBopioBanHs. Boun kopesorots i3 DHS1 3 arpe-
CHBHUM 11€pebiroM, 110 XapaKTepU3yEThCS BUPaKe-
HOIO TeTnlaToCIIeHOMeTani€eo, Tpancdysifinomo 3a-
JIEXKHICTIO 1 3aTPUMKOTO TICUXO(i3UIHOTO PO3BUTKY.
3 MeTOoI0 BU3HAUEHHS CITa/IKOBOCTI B PO3BUTKY XBO-
pob6u 3anporioHoBaHo BukoHauHs 3AK GaTbkam.
Y marepi mopdodiorist Ep i mokazunkm remorpamMu
OyJi B HOPMI, TOI K y 6aTbKa TaKOXK BUSBJIEHO
CTOMATOIIMTH, 1110 € JIOJIATKOBUM CBiTYEHHSIM CIIa/1-
KOBOI [IPUPO/IM 3aXBOPIOBaHHs. baTbku BiAMOBUIIN-
CsI BiJl TEHETMYHOTO TECTyBaHHS.

3 orJIsity Ha CIIEeHOMEraJiiio, JabopaTopHi O3HAKM
rinepCIieHi3aMy, BUCOKUI PU3UK CIIOHTAHHOTO 200
TPaBMAaTUYHOTO PO3PUBY CeJIe3iHKU (3yMOBJIEHUI
JMCIIPOIIOPIIEIO Tijia Yepes 3HauHe 3011bIIeHHS
006’eMy JKMBOTA, 1110 CIIPUYNHSLIIO YaCTi TaJliHHS ), a Ta-
KOK MOYKJIMBUH PO3BUTOK iH(APKTY CeJIe3iHKHU, PO3-
[JITHYTO JIOIIJIbHICTD ITPOBEICHHS CILIIEHEKTOMIl, SIKY
BUKOHAHO JIMTUHI y Billi 6 pOKiB 3 MicCAIIi 11i/T 3arajib-
HOIO aHECTE3I€I0 TS 3aBePIEHHS KOMILIEKCY TIPO-
(himakTnuHMX 1METNIeHb. BujaneHo cesie3inKy Baroo
1600 1, posamipom 20x10x15 cMm, oBasbHOT hopmHu,
JIETT0 aCMMETPUYHY, TEMHY, Mali’ke YOPHY, 3 TJIAIKOIO
3J1eTKa 3MOPIIKYBATOIO TIOBEPXHEIO 3 TOMITHOIO TEK-
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Puc. 8. [leMoHCTpaUisa po3MmipiB BUAaNeHoI CenesiHku

A b

Puc. 9. NlimbatnuHMiA By30N BOPIT CeNe3iHkM 3 4eno3mMTaMn reMoCuaepuHy Ta 3anisa:

A — 36inblweHHsA x4; B, B — 36inbleHHs x10

crypoio (puc. 8). Y BopoTax cesie3iHKu — 301/IbIIeHi
gimdarnuni Bysau. [latomororicronoriune goci-
JIPKEHHST: cesle3itKa 301/IbIeHa B PO3Mipax, i3 peakTHB-
HOIO (DOJIIKYJISIPHOIO TiTIEPTIIa3i€io, pO3NTUPEHUMHU
CUHYCAMH Ta CIIOJIyYHOTKAHUHHUMHU TsKaMu Bistbpo-
Ta, 3 MHOKUHHUMU (DIOPOCUAEPOTHYHUMU BY3JTaMU
(Bysnamu [amua—Tanzi) 3 reno3uramMu reMocu/iepu-
Hy, Fe Ta cosieit kampitito, 3 BOTHUIIIAMY €KCTPaMe/Ty-
JITPHOTO TEMOTIOEe3Y 3 KT THHAMU-TIOTIePeTHUKAMI
€PUTPOITHOTO Ta MiEJIOIITHOTO TTAPOCTKIB 1 3HAUHOIO
KisIbKicTIO Merakapiorutis (puc. 9). JlimbaTuasni Bys-
JIA BOPIT CEeJIE3iHKN — 3 BUPAyKEHOIO PEaKTUBHOIO (ho-
JIIKYJISTPHOIO TillepIliasi€lo, CAHYCOBUM TiCTiOIUTO-
30M Ta aHTiOMaTo30M, i3 CyOKamcyJsipHUMU
nerno3utamu remocuziepuny ta Fe (puc. 10). [licasa
CTIEHEKTOMIl IUTUHI HalaHO PEKOMEH Iallii o/10
npodinakTuky iHQEKITit, 30KpeMa, 3aCTOCYBaHHS
npoiIaKTUIHOI eHIUITIHOTepartii Ta pPAaHHBOTO ITPH-
3HAYEHHs aHTHOIOTUKIB ITPU 3aXBOPIOBAHHSIX, SIKi CY-
MTPOBOJIKYIOTHCS TaPSTIKOIO, i TIOAAJIBIIIOTO BAKITUHY -

146

B Puc. 10. CenesiHka, BOrHuLLe

eKcTpameaynsapHoro
remonoesy. 36i/blleHHs x4

BaHHS 3 MeTolo iMyHomnpodinakTuku [13,34].
KonTtposbHe BU3HaUEHHS HATPIyPETUIHOTO TIENTH-

1y — Y HOPMI.

OO6roBopeHHst

CriazikoBi aHeMmii — 11e reTepoTreHHa TPyTIa MaToJo-
TIYHUX CTaHIB, SKi XapaKTePU3yIOThC CKIHUMU
reHOTUII0BO-(DEHOTUTIOBUMU KOPEJAIisSIMU. Y KOXK-
HOMY KJIIHIYHOMY BUIIA/IKY JiarHOCTYBAaHHS CIIA/IKO-
BUX aHEMil PO3MOYNHAIOTH 3 OIIHIOBAHHS CIMEITHO-
ro anamue3y, Bukonanug 3AK, Buznavenus
PETUKYJIONUTIB, BUBYEHHS MopoJiorii Ep Ta inmmmx
KJITUH Yy Ma3kax nepudepudHoi KpoBi, a TaKOXK
BAK. TeneTnune TeCTyBaHHS € KIIIOYOBUM METO/[OM
i ITBEPKEHHS [iarHO3Y, 0COOIMBO, KOJIM KJIIHIYHi
JaHi HeZI0CTaTHLO iH(MOPMATHBHI 200 CIIOCTEPITaETh-
cs1 reMoTpaHc(y3iliHa 3a1eKHICTh. X0ua JIIarHOCTY-
BaHHS CIIAJIKOBUX aHEMill € YaCTUHOIO PYTUHHOI
KJTiHIYHOI TPAKTUKH, BCTAHOBJIEHHS JUdepeHIinHO-
ro giartosy Ta kjaacudikaiii Moxe OyTH BKpaii
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ckyraguM. [e 3yMoBJIeHO MUpoKoIo BapiabesbHic-
TIO KJIIHIKO-Tab0paTOPHUX TIPOSIBIB, HecTeldiuHic-
TIO B MAITIEHTIB i3 PI3HUMU TeHETUYHUMU BapiaHTa-
mu. CekBenyBaHHsI HACTYITHOTO TOKOMHHS (NGS),
30KpeMa, HOTO ILJIBOBI METO/IH, CIIPUSLIO 3HAYHOMY
BIIOCKOHAJIEHHIO J[IarHOCTYBAHHS CIIAIKOBUX aHe-
Miif, CKOPOTHBIIIN Yac OCTiKeHb. BogHovyac BeTa-
HOBJIEHHSI liarHo3y 1pu 6araThox CHaaKoBUX hop-
Max aHeMii 3aJMIIAETHCS CKJIAJHUM uyepes
BapiabesibHICTh (DEHOTHITY Ta OOMEKEHHS TPAIMILITi-
HUX JIaTHOCTUYHUX TECTiB. 3arajbHa e(beKTUBHICTh
FeHeTUYHOTO larHOCTYBAaHHS KOJIMBAETHCS B MEKaX
BiZ1 38% 110 87% i 3a/1€KUTh Bijl KiJIBKOCTI 1 TUITY 70~
CJTIKYBAaHUX TEHIB, a TAKOK BiJl TMOWHN (heHOTH-
OBOTO OIliHoBaHHA. OTHUM i3 HEJIOJKiB TeHeTHY-
HOTO TecTyBaHHA Ha ocHOBI NGS 3anummaerncs
CKJIAJIHICTD aHaJi3y MaHWX, OCKIJIBKU BiH 4acTo
BKJIIOYAE BAPiaHTH 3 HEBU3HAYEHUM 3HAaUeHH:M [41].
OcCHOBHY HiITPyITy CIIAIKOBUX AaHEMIH CTAHOBJISITh
MeMOpaHoIaTii, IPU AKUX YHACIIZO0K XPOHIYHOTO
reMoJIi3y, OKpiM aHeMii, MOJKJTUBI CepHOo3HI yCKIIa/-
HEHHsT Ta HebakaHi HacJIi 1Ky J1st natienTis. OaHak
HaBiTh KOJIM XPOHIUHUIT TeMOJIi3 4aCTKOBO abo0 110-
BHICTIO KOMIICHCYETBCS M0KBABJICHHSM €pUTPOIIO-
e3y B KICTKOBOMY MO3KY, IPUCKOPeHe PYWHYBaHHS
€pPUTPOIIUTIB i OCHOBHE 3aXBOPIOBAHHS MOXKYTh
MaTH BaKJIUBI HACJIIJIKY JIJIST 3/I0POB’A.

CrazkoBuii CTOMATONMTO3 — 1€ PiZIKiCHA TPyTia
ayTOCOMHO-/IOMIHAHTHUX TeMOJIITUYHUX aHEeMi, 110
XapaKTepPU3yIOThCs TIOPYIIEHHSIM MEMOPAHHOTO 10H-
HOTO TpaHcTopTyBaHHs B Ep, gki cipuunHeni aHo-
MaJIbHO [T IBUIIEHOIO0 KaTIOHHOIO IIPOHUKHICTIO MEMO-
par Ep, mo mpu3BOAWTH 0 HEBIAMOBIIHOTO
ckopouettst abo HabyxanHst Ep, a TaKOK OCMOTHYHOT
BTpaTh a60 Haz MKy Boau. ucOananc ionis Na™i K*
yepes 3MiHeHy MPOHUKHICTH MeMOpanu Ep mpusBo-
JIATB JI0 IXHBOI OCMOTHUYHOI HECTaOLILHOCTI 1 Tiepesi-
yacHoro pyiiryBanns [6,32]. Haitnomupenimmm itoro
nigTunom € stomatocytosis type 1, dehydrated
hereditary stomatocytosis, DHS abo criakoBuii kce-
POIIMTO3 — 1I€ Ay TOCOMHO-/IOMiHaHTHA FeMOJIiTUYHA
aHeMis, 10 XapaKTepU3yEThCS AHOMATBbHOIO (hOPMOIO
Ep i3 XxapaKkTepHOIO IIiJIMHOIOAIOHOIO TIEHTPATBHOIO
30HOIO (BiJ] JIaT. stoma — PoT) i MOB’g3aHa 3 IePBUH-
Hoto zieriparattiero Ep [17]. Xoua € moBigomaeHHs,
1110, TIOIIPU Ha3BY /IiarHO3Y «CIIaIKOBUI CTOMATOIM-
TO3», Y Ma3Ky TiepruhepryHOi KPOBi YaCTHHI XBOPUX
BUSBJISIOTBCA JIAIIE IOOIMHOKI CTOMATOIUTH, a Ta-
KOK MOKYTh Oyt KiituHu-MiteHi [24]. KinbkicTs
CTOMATOITUTIB y TlepuepIUHiii KpoBi MOsKe Oy TH TI0-
HiOHOI0 B MAIi€HTIB 1 y 3I0pPOBUX YJIEHIB IXHIX
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KAIHIYHMI BUTTAAOK

cimeii [23], a B 1essKuX BUTTQIKAX IOCIIiIPKEHHS Ma3Ka
KPOBi HaBiTh HE BUABJISIE BiIXUJI€Hb, 0COOJIMBO 3a Ha-
sgBHOCTI MyTaitiii y reHi KCNN4 [42]. Ticrosioriune
JTOCJTIKEHHS KiCTKOBOTO MO3KY CBiTYNTH TIPO BUpa-
JKEHY epUTPOITHY TINepIIaszito, SKa MOKe MaTH JINC-
TJIACTUYHI O3HAKH, 10 1HOI1 TIPU3BOIUTH /IO BCTAHOB-
JIEHHST XUOHOTO JIIarHO3Y [IM3€PUTPOIIOETHYHOI aHeMii
ab0 HaBiTh Mi€JIOAMCILIACTUYHOIO CUHAPOMY
[14,26,36,38]. [ToxiOHi 3MiHU BUSIBJIEHO B HAIIIOI TTATTi-
€HTKU. 3a pe3yJisTaTaMi IIePBUHHOTO NAaTOTiCTOJIOT Y-
HOTO JIOCTTi/I;KeHHS KiCTKOBOTO MO3KY /IiarHOCTOBAHO
PETHKYJIIHOBHIT Mi€s10(hiOPO3, 3ariepedeHn it MOJIEKY-
JITPHO-TEHeTUYHUM JIOCTIKEeHHSAM. 3a JaHUMHU T10-
BTOPHOTO MATOTICTOJIOTIYHOTO IOCJIi/>KEHHS BUSBJIE-
HO BUCOKY KJITUHHICTb KiCTKOBOTO MO3KY, 3yMOBJIEHY
TinepIiasiero epuTpoiTHOTO MAPOCTKA, TIOAIOHO 0
reMOJIITHYHKX aHeMill 6e3 MiEJIOANCIIIIATHYHUX 3MiH.

TpusasicTp :xkuTTs Ep 3ameXuTh Bijl iXHbOI BHY-
TPINIHBOI TiZpaTaitii, 00’eMy Ta eJJacCTUIHOCTI, 0CO-
6JIMBO 3a TPOXOJIFKEHHST Yepe3 CHHYCOI/IM Ta Kalliisspu
ceJte3iHKM. Yci 11i BIacTHBOCTI 3a0€3MeUyr0ThCS TTiJTiC-
HicTio 1 106pyUM (yHKITIOHYBaHHSIM MeMOpaHu Ep.
[Ipote miaTpumanHs rifparaiiii Ep 3ameXuTb Takox
Bi/l BMiCTY BHYTPIITHBOKJTITHHHUX OLJIKIB i coieit, e
OCHOBHY pOJIb BiZlirpaioTh Kationu. bananc karioHis
y MeMOpaHi eHI0TIa3MaTUIHOTO PETUKYIYMY 0CO-
GJIMBO BasKJIMBUI TSI TiapaTaliii kiitis. Tomy, Kosm
HOpPMAaJIbHI MEXaHi3MU MOTOKY KaTiOHIB IOPYIIYIOTh-
cs1, 1Ie TaKOJK BILTMBAE Ha rigparaiio Ep. [Ipoxoxsun
yepes CyJMHHY cucteMy, Ep mijfaioTbcs 3HaYHUM
MeXaHIYHUM HaBaHTAKEHHSIM, SIKi BIJIMBAIOTh HA
iXHIO HOpMaJIbHY ()i3i0JI0TiI0 Ta TiZpaTaIiiio. Y xBo-
pux #Ha DHS nuchynkmiiinuii MemOpanHuii 6iok
3PENITOIO TPU3BOANTD /10 BUTOKY K* 3 Ep, 1110 nepe-
BUIIy€ BHYTPIillIHIK noTik Na*, i cymyTHs uncTa BTpa-
Ta BOJAM IPU3BOAMTD 0 JIeTiipaTallii, 3SMOPIIEeHHS,
smamkocTi Ta remoutidy Ep [12,18]. DHS tpansserses
3 mpubsm3HoIo yactotoio 1:50 000 HOBOHAPOIKEHNX,
y 10—20 pasiB pizie 3a criagikoBuii cheporutos [6].
ITepebir 3aXBOPIOBAHHS € JOCUTD Bapiabe bHIM, KJIi-
HiYHA KAPTUHA [{y’Ke HeoHopiaHA. Y ~15 % BuraikiB
[OYATOK XBOPOOH MOJKe AeGI0TYBATH B IEPUHATAb-
HOMY TIEPIO/Ii 3 TTIOSIBY HaOPSIKY Ta aCIIUTY BHACIIOK
aHeMil, sIKi 3a3BUYall 3HUKAIOTh CIIOHTAHHO ITPOTSITOM
HepITNX THKHIB JKUTTS, B OKPEMUX BUTIA/IKAX MOXKYTh
MPU3BO/IUTH JI0 BOAIHKY T10/1a [ 2,7,44 . Kuiniuynauii
denorun DHS kosmBaeThest Biji 6€3CMMITOMHUX JI0
TSDKKUX (OPM i3 MacuBHUM TreMoJrizoM. O3HaKHn
i CUMIITOMM BKJIIOYAIOTh JIETKY ab0 TSKKY aHeMilo,
JKOBTSTHUITIO, OJIi/TiCTh, BTOMY, CILIIEHOMETAII IO, 7KOB-
YHi KaMeHi Ta cepiio3He nepeBaHTakeHHs Fe He3a-
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JIEKHO Bijl pesKUMY TIepesiuBaHHs Kposi [2,6,7,25].
Hesnauna KiJTbKiCTh MAITIEATIB CTPAKIAE HA CUMIITO-
MaTHYHY aHeMito, 1 JIMIIe JesiKi ToTpeOyIOTh PeryJisip-
HOTO TlepeTMBaHHs KPOBi, TOI K TpaHcy3ii micist
reMOJIITHYHOTO KpH3y BigbyBatoThest y 15—-20% Bu-
nazikiB [23,39]. YacTo crocTepiraerbes nepionnyHa
JKOBTSTHUIIS, @ TAKOK JKOBUHOKAM'sTHA XBOP0O0a, STKa
Moske Tiepebiratu 6escumnromio [23,39,42]. Crure-
HOMeETaJIisl HEPIZIKO BUSBJISETHCS TIiJT Yac Bidyasrisa-
LIMHKX ZOCJI/KEHD, X04a B eIKUX BUIaIKaX 301J1b-
MIEHHS CeJIe3iHKN MOKHA BUSHAUUTH 32 JIOTTOMOTOTO
nasbnarii [7-9,39]. DHS moske 6yTH B 4aCTUHU XBO-
PHIX He AIarHOCTOBaHOIO POKaMU ab0 JAeCATUIITTAMM
JI0 OCTATOYHOTO BCTAHOBJIEHHs iarHo3y [7,8,25,39].
A. Tolascon ta ciiBaBr. (2019) cTBEPIKYIOTb, IO 1€l
MaTOJIOTIYHMIT cTaH y OiIbIIOCTI 0Cib XapaKTepuay-
€ThCS JIETKUM a00 TIOMIPHUM TeMOJIi30M i3 Pi3HOIO
KIJTbKICTIO CTOMATOIIUTIB Y Ma3Kax mepudepuyHoi
KPOBI, IKi B YaCTHHU XBOPUX TPAILISIOTHCS 3PifKa abo
i 3a7MIIAI0ThCS HeroMiveHUMU. KiJIbKiCTb peTuKy-
JonnTiB minBuieHa, a nokasuuku MCHC 1 MCH
mizsuieni, MCV gero 36ibinyerbes [25]. B onuca-
HOMY BUTIQZIKY B KomHOMY i3 BAK He 3adikcoBano
rinep6isipybineMii, BogHOYac y OaThKa JiBUMHKHU BiJl-
3HAYeHOo iKTepryuHe 3a0apBJAeHHS MKIPHU Ta CKJIEp
i mabopaTopHOo — HempsiMy TinepOinipybiHEMi0
(3bin — 38,7 MmxmoJib /71, ipsaMuil — 4,0 MKMOJTB /1),
BUCOKWHN MOKA3HUK JAKTATAeTiApOTeHA3W —
620,0 MO/, cupoBarkoBoro Fe — 26,7 MKMOJIb/J1,
Bi/ICYTHICTh aHEMii, TOMipHE Mi[BUIIEHHS TOKa3HU-
kiB MCHC - 367,1 v/a (& — 320,0-360,0 r/x),
MCH - 37,2 pg (11 — 27,0-35,0 pg), MCV — 103,8 fL
(1 — 80,0-100,0 fL), peruxyoruros — 76,0%., Ha-
SIBHICTH CTOMATOIUTIB y Ma3Ky Tiepu(epuaHoi KPOBi,
HaJbIAIIEI0 BUABIEHO 301JIbIIEHHS CeNe3IHKN
(+2,0 e™ 3-11i71 Kpato pebepHoi ayTH). Barbko BBaskaB
cebe IPaKTUIHO 3[0POBKUM JI0 MOMEHTY BUSIBJICHHST
HAMU 3MiH, IO CBi/[YaTh PO KOMIIEHCOBAHWI HEIMYH-
HUI reMOJIi3, IIaTHOCTOBAaHUU BKe B 3PiJIOMY Billi.
VY niBUMHKY AiarHOCTOBAHO CIIAJKOBUI CTOMATOLU-
TO3 13 XapaKTepHUMU O3HAKaAMU FeMOJIi3y, PeTUKY.JIO-
[IUTO30M i MACUBHOIO CILIEHOMETAJIi€I0 Ta Oe3CYMHIB-
HUMU MOP(]OJIONOTIYHUMY 3HAXI/IKAMU — HASIBHICTh
cromaroiuTis (puc. 3). IIpore € po36isKHOCTI MiK
MOP(OJIOTIYHOI0 KAPTUHOIO Ma3Ka KPOBi (BiICYTHICTD
Bi3yasbHOI Tinmoxpomii Ep) i mokazHukamu aHasisa-
Topa, 30kpema, Hu3bkuM piBHeM MCH (23,6 pg)
i MCHC (309,0 r/u1). Taki po3bizkHOCTI MatOTh 00-
IPyHTOBaHe HAYKOBE MOSICHEHHS: PETUKYJIOINUTH,
6istprni 3a 3pismi Ep, matots utimiit MCV, ajte MeH1y
KoH1eHTpaiiio remorsiobiny (MCHC). Y nanientku
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BUSIBJIEHO PETUKYJIOIMTO3 79,4 %0, 1110 3HAUHO TI€pe-
Buiye HopMy (H — 10 20%o0). Ile Moxke 3HMKYBaTH
cepenni nokazanku MCH i MCHC y 3aranbHOMY
aHaJIi31, OCKIIbKM aHAJi3aTOP HE BiJIOKPEMJIIOE PETH-
KyJIOIUTH Bijl 3piyinx Ep pu po3paxyHKy WX MMOKa3-
HukiB [33]. CrisieHOMerasmisi MoKe CIIPUYNHSTH Ce-
JIEKTHBHE BUIAJIEHHST aHOMAJIBHIUX a60 1eDeKTHUX
Ep, Takux gK cTOMATOIUTH, 3 IUPKYJIAILLi1, 3yMOBJIIO-
1our 3MiHK posnoainy Ep 3a poamipom i BMmicTom T'6,
1 BI/IMBAIOYM Ha TIOKa3HUKH, SIKI BUMIPIOIOTLCSI TeMa-
TOJIOTIYHUMHY aHaTi3aTopaMHu, 3okpeMa, RDW, MCH
ta MCHC [27]. Lle nosicHIOE, YOMY B Ma3Ky HEMAE
rirmoxpomii, ajsie aHamizatop ¢ikcye nuspkuiit MCH.
Bupaxenuii anizorurtos i 3minu RDW: RDW-CV —
22,3% i RDW-SD - 66,9 fL cBiguath npo cyrreBy
BapiabesbHicTh po3mipy Ep. [Ipu Bucokomy aHizo-
[ATO31 aHAJII3aTOP MOYKEe HEBIPHO iHTEPIIPETYBATH
KJITHHU 3 Pi3HOIO KOHIleHTpaIlieo I'6, 1110 mpusBo-
IINTH 710 omuikosoro 3anmxkenias MCH. Iemarosto-
riyHi aHAIi3aTOPY MOKYTh JaBaTh XUOHO 3aHVKEH]
snauenss MCH i MCHC, sikio € 3miHu B MeMOpaH-
Hitt nporuknocti Ep [33]. Ha naty nymKy, Bisyasibhe
OIIHIOBAHHS Ma3Ka 1mepudepruyHoi KPOBi HATiTHITIIE
y BUTIaJIKaX MeMOpaHOMaTiil, OCKiJIbKU aHaJi3aTOP
OITIHIOE cepeiHi 3HaYeHHs /7151 BCi€l oy siii Ep, He
BPaxoOBYIOYH MOPQOJIOTITHUX 0COOJUBOCTE OKpe-
MuX KaiTuH. OTiKe, 11l po36iKHOCTI € HAC/IIAKOM T10-
€/IHAaHHS MHOKMHHUX YMHHUKIB 1 0COOIMBOCTEN XBO-
pobw, a BidyasibHe OIliHIOBAHHS Ma3Ka 3aJIUIITAETHCS
BKJIMBUM KPUTEPIEM JliaTHOCTYBaHHSA. € TaKOX T1eB-
Hi BiIXWJIEHHST B TaDOPaTOPHUX MMOKa3HUKaX 0OMiHY
Fe B niBunnKu, sSKi MU TTpOAHAITI3yBaJIU Ta Y3TOIUIN
3 TaHuMU Jiteparypu. Yepes mocTiitHy remotpacdy-
31iiHY 3a/I€KHICTb Y IMTHHU HEOJHOPA30BO BUSIBJISIIN
O3HaKH IepeHaBaHTakeHHs Fe — Bupaskeny rinepde-
putuHemito (>1000,0 Hr/mur), ajie piBeHb CUPOBATKO-
Boro Fe y nepiromy anasiiszi 6yB 3HUKEHNM i BjKe B Ha-
CTYITHUX 0OCTEKEeHHSIX TepeBuIyBaB HopMy. LLi
MeXaHi3MU JieTaJbHo ornrcaHo B ctaTTi C. Beaumont
ta criBanT. (2005) [10]. ABTOpU CTBEPIKYIOTD, IO
y BUIAJIKaX XPOHIYHOTO TEMOJII3Y MOCTiiHE PYIHY-
BaHHs Ep npusBoanThb /10 BUBLJIbHeHHS Fe, sike 110-
TJIMHAETHCS MaKpodaraMu Ta 30epirac€TbCst y BUTJISI
(beputuny. Ile moske miiBUIILyBaTH PiBeHD (DEPUTHHY
B oprani3mi. [Ipu 1ibomy remiuimy — TOpMOH, 110 pe-
ryJmoe 0OMin Fe — Moske nipurniuyBaryu BuBegeHns Fe
B KPOB, 1110 TPU3BOINTD /10 3HIKEHHS PIBHS CHPOBAT-
koBoro Fe [10]. 3a Bucroskamu J.E. Hall, BizcytHicTs
rinepbinipy6iHeMii Ta I TOJII3Y, K Y HAILIOI IaI[iE€HT-
KM, CBITYMTH TIPO J0OPY 3aTHICTD MEYiHKH [0 MeTa-
6oJ1i3My: BOHA 3/[aTHA IBUIKO IIEPEPOOJISATH BUBLIb-
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HeHui O61ipy6iH y KoH'Ioropany hopMy, HaBiTh IpU
MTOCTITHOMY T€MOJIi3i, 1110 He JIA€ 3MOTU CYTTEBO TTiJI-
BUIILYBaTHCS PiBHIO 6iTipy6iHy Ta TpaHcaminas [21].
Orxe, Hallle KJIiHIYHE CIIOCTEPEKEHHS B MeKaX O/1-
Hiel ciM'T (y auTuHE Ta 1i 6aThKa) MOKa3aio BiMiH-
HOCTI y KJIiHiK0-1abopaTopHux npossax DHS. Y nu-
THHU 3aXBOPIOBAHHS T1epebiraio arpeCuBHO, CYIIpo-
BOJKYBAJIOCS] BUPAKEHOIO OPraHOMETaJIi€10, 30KpeMa,
301JIBIIEHHSIM OPTaHiB eKCTPAMELyISIPHOTO KPOBO-
TBOPEHHST [ 35], 1110 MiATBEPKEHO MAaTOTICTOIOTTYHUM
JIOCJIIKEHHSIM CeJIe3iHKHU, a TAKOXK 3aJI€3KHICTIO BiJT
remotpatcdysiit. Bojgrovac y 6arbka XBopoba Majia
JIETTITHi Tiepebir, XapaKTepu3yBasIacst OMipHIMU Jia-
6OpaTOPHUMHY BiIXMJICHHSIMH 1 301/TbITTEHHSIM CeJie-
31HKH, 10 Y3TO/KYETHCA 3 JAaHUMU CIIeIliali30BaHO1
gitepatypu [9,23,39,42].

OcranHi Kisbka pokiB, mountaoun 3 2011 p., Oysm
BOKJIMBUMH B iZIeHTH(IKAIl1 HOBUX TPUYNHHNX T€HIB
1 BUBYEHHS IXHIX [IATOTEHETUYHUX MEXaHi3MiB, 1[0
BUKJIMKAIOTh PO3BUTOK CITQ/IKOBOTO CTOMATOIIUTO3Y.
BcTanoBieHo OCHOBHI MyTallii Py 1bOMY TIATOJIOTIY-
HoMmy craHi [8]. ¥ 6iibiocti marienTis (90% Bunaz-
KiB) MOJIEKyJIsIpHA OCHOBA Jieriiparaitii Ep mpm DHS
€ Pe3yJNbTaTOM CTPYKTYPHUX T1epeOyI0B y TeHi
PIEZO1 (16q24.3), 1110 KO/Iy€ BEJIUKUI TpaHCMEMO-
panHuii kationuuit kanan PIEZO1 [2]. Binoxk
PIEZO1 € ioHHUM KaHAJIOM, Yy TJIUBUM JI0 MEXaHIYHO-
TO HABAaHTAKEHH:, SIKIH PETyTI0€ TPAHCTTOPTYBAHHSI
Na* i K* uepes memOpany Ep. Onrcano BeJmKy Kijib-
KiCTh Pi3HMX BapiaHTiB CTPYKTYpPHUX mepedyI0B
y reri PIEZO1, aconitoBanux i3 DHS [1,2,19,48].
Haituacrite TpamisioTbes Miccenc-myTattii (Harpu-
kiaj, ¢.5923G>A (p.R1962Q) ta iwrri), 1o mpusBo-
JISITD J10 IOPYIIEHHS 3aKPUTTS I0HHOTO KaHaJy i, SIK
HaCJIiIOK, /10 BTpaTH KaJiiio i gerigpararii Ep [7,31].
I3 Bapiantom DHS2 acotiitoroTbcst MyTaiiii B TeHi
KCNN4 (19q13.31), o BrummBaoTh Ha 6ok KCa3.1,
TakoX Bimomuit sk kauan Gardos [16,39]. Bisok
KCNNA4 xonye xaniesuii kanasi Gardos, 1110 perysioe
Buxij K* i3 knitunu. Havimomupesinii micceHc-My-
tarii (Hanpuksaz, ¢.1111C>T (p.R371H)) nmpusso-
JIATH IO TINEPaKTUBHOCTI KaHATY Ta HAIMipHOI BTpa-
n K*, i gK pesgynsrat — 710 nerigaparartii Ep [31].

ligparoBannii ciagkoBuii cromarormtos (OHSE,
overhydrated hereditary stomatocytosis) acortitoern-
cs1 31 cTrpykTypHUME TiepebypoBamu B reHi RHAG
(6p12.3). bitok RHAG € yactutoio Rh-komiiekcy,
SIKUiT Oepe y4acThb y Ta3000MiHi Ta peryJisiiiii i0HHOTO
Ganancy. TUoBi cTpyKTypHi 11epedy0BH, [eJelii abo
MiCCEHC-MYyTallil MiABUIILYI0Th TIPOHUKHICTH MeMOpa-
Hu 7711 Na* 1 H, O, 1110 Tpu3BonTh 710 HAZIMiPHOI TijT-
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patartii Ep. [Tatorenwi Bapiantu B reni ABCB6 (2935)
Tesk MoKy Th Buksmkat OHSt. binok ABCB6 € Tpan-
CIIOPTHUM HACOCOM, 33/[iISTHUM Yy TPAHCIIOPTyBaHHI
nopipuHiB i peryoBaHHi MeMOPaHHOTO MTOTEHITia-
ay. ITaTorenHi BapiaHTH CTPYKTYPHUX 11epeOyI0B
y reti ABCB6 tiopy1yioth (hyHKITi0 Horo 6ijiKa, 1o
CIIPUYHHSIE iIOHHMIA rcOananc y MeMOpaHi it BUKJIH-
Ka€e XxBopoOy [43].

B onmcanomy namu KJIiHIYHOMY BUIIQ/IKY KJIIOYOBU-
MU y Bepudikailii € MOeHAHHS JaHUX aHAMHEe3Y 3a-
XBOPIOBAHHS, KJIIHIKO-/1a00PaTOPHOI KapTHHU: 1e010T
XBOPOOU 3 HAPOJIKEHHSI, TETTATOCTIIIEHOMETAJTisT, FeMO-
TpancdysiiiHo3aTesKHa TiTeppereHepaTopHa aHeMis
TSIKKOTO CTYTIEHS, JIEWKOTIEHIS STK HACJIi/IOK TiTlepCILie-
Hi3My, HAsIBHICTh CTOMATOIMTIB Y AMTUHM Ta GaTbKa,
a 11e BKasye Ha crazikosuii redext memOparu Ep.

AHaJi3 BUSBJIEHUX TeHeTUYHUX 3HAXIJIOK MiCJs
MPOBE/IEHHS CYYaCHOTO MOJIEKYJITPHO-TEHETUIHOTO
anauidy: y reti PIEZ01: ¢.5590C>T (p. Arg1864Cys) —
HeBU3HAYeHWH (iMOBIPHO TTATOTeHHWH ) BapiaHT, 110
BIJIMBAE Ha (pyHKITi0 ioHHOTO Kanary PIEZO1, Bukim-
Kalou TIOPYIIIeHY 10HHY TIPOHUKHICTb MEMOpaHH epH-
TPOIIUTIB, OCMOTUYHY KPUXKICTb i T€MOJTi3, aCOIIiii0Ba-
Huit i3 DHS; ¢.76 C>T (p.Arg26Cys) — nopatkoBuit
BapianT y reni PIEZO1, 1110 MOXe CIIPUSATH TSIKUOMY
nepebiry saxpopoBanus DHS. VY reni SPTAT:
¢.6437A>G (p.GIn2146Arg) — iiMmoBipHO 100pOsIKic-
HUI BapiaHT, aCOI[IHOBAHUM i3 TOPYIIEHHSM CKeJieTa
membpanu Ep, 110 Moske cripuaussaTH chepormTos abo
CTOMATOIIUTO3, TOCUJIIOIOUN TeMOJIITUYHI TPosiBy [41].

[TozniGHe MyJIBTHIIOKYCHE YCIaIKyBaHHSI BapiaH-
TiB iepebynoB y renax PIEZO1 i SPTA1 onucano
B nocuikenti 1. Andolfo ta criBasr. (2021) [4]. 3a
pe3yJibTaTaMM IIPOBeIeHHS TeHeTUYHOTO aHaJli3y
B IMAIIEHTIB 31 CMIAJIKOBUMU aHEMisIMU BUCHUMU
BUSIBJIEHO y 69% TaIlieHTiB MOHOTEHHE yCIa/IKyBaH-
Hs Ta B 15% — MyJbTHIOKYCHE, 31€6iIbIIOro
y (hopMi TIOJIBITHOTO MOJIEKYJISIPHOTO JIiarHO3Y [4].

CrpykrypHi niepebynosu B reHi PIEZO1 He 3aBxau
3YMOBJIIOIOTb YiTKi KJTiHIYHI BiZIMIHHOCTI, HaBiTb CEPE/T
usieniB oxniei poxuan 3 DHS [7]. Kiriniuna Bapiabeib-
HiCTb IIPOJIEMOHCTPOBAHA Y BEJIMKII KaHA/ICHKil po/u-
Hi, 71e 3 29 ypaskenux ocib 46% masu anemiio, 17%
OTPUMYBAJIH TIepeJTUBAHHSI KPOBI, 45% MaJIi KOBTsI-
HUIIO, a 41% — CUMIITOMATHYHY JKOBUHOKAM STHY XBO-
po0y [23]. Xoua neBHA KOPEJISAILisi FeHOTUII-(DEHOTHII
mpu DHS imMoBipHa, 101aTKOBI reHeTHYHI 3MiHI MO-
JKYTb MOCUJTFOBATHU TSLKKICTh cTany [ 3]. Ha marmy aym-
Ky, camMe HasBHICTb JIBOX BapiaHTIB MyTalliil y TeHi
PIEZOT: ¢.5590C>T (p.Arg1864Cys) i c.76C>T
(p.Arg26Cys) B onucanoMy KJIiHIYHOMY BUTIQJIKY Bifli-
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rpaioTh MOTEHIIHUM TATOTeHHU BIIUB Ha PO3BUTOK
DHS1 i3 Haj3BUYAtHO arpecuBHIM 11epebiroM XBOpo-
6u. OckibKu 00K/1Ba BapiaHTy Hapasi kiacudikoBaHi
K BapianTu HeBusHadyeHoro sHadenns (VUS), neob-
Xi/IHI TTOAAJIBIIT TOCTIJPKEHHS JIJIT YTOUHEHHST IXHBO1
poui B naToreHe3i 3axopioBatHs. OTxe, BBAYKAEMO 3a
JIOI/IbHE TIPUBEPHYTH yBary MeIM4HOI CIJILHOTH /10
[UX FTeHeTUYHUX 3MiH Ta IXHbOT'O ITOTEHIITHOTO BILIU-
By Ha po3BuTok DHS1.

Kputnunumu renamu, BepudikoBaHUMU HAMHU B pe-
3yJIBTaTi XPOMOCOMHOTO MiKPOMAaTPUYHOTO aHaJIi3Yy,
€ neusenii 15 reniB (mokyc 2q13) € NPHP1
(OMIM:607100) i MALL (OMIM:602022). Ctpyk-
TypHi nepebdyznosu B reni NPHP1 (OMIM:607100)
acolliiioBaHi 3 ayTOCOMHO-PEIECUBHUM YCTIaIKyBaH-
HSIM TaKWUX BPO/UKEHWX CTaHiB, SK: HehpoHODTH3 1,
(OMIM: 256100), cunapom Kybepa 4 (OMIM:
609583), cunapom Ceniopa—Jlokena-1 (OMIM:
266900). Haituacrinte feseltist ycbOro reHa acoItiio-
BaHa 3 BPOJIKEHUM KiCTO3HUM 3aXBOPIOBaHHSIM HU-
POK, SIKe IPU3BOAUTH 0 HUPKOBOI HEOCTATHOCTI
B IMTHHCTBI abo mitiTkoBomy Biti. G. Caridi Ta crri-
BaBT. (1998) onucano cunapom Ceniopa—Jlokena-1
(OMIM: 266900), acomiartito HechpoHODTHIY 3 AyTO-
COMHO-PEIECUBHUM TITMEHTHUM PETUHITOM Y TIalfi-
€HTIB i3 FOMO3UTOTHOIO fiesentieto rena NPHP1 [11].
Cunzpom Kybepa (OMIM: 213300) — e ayTocOMHO-
pellecuBHe MYJIBTUCUCTEMHE 3aXBOPIOBAHHS, 110 Xa-
PaKTepU3YyEThCA TIIOIIA3IEI0 YePB sIka MO30YKa 3 BU-
CTYHAIOYNMK BEPXHIMU MO30YKOBUMHU HiskKKaMH (1110
MPU3BOJINTD JI0 «3HAKy KOpiHHOTO 3yOa» abo MTS Ha
aKciaJIbHill MaTHITHO-pe30HaHCHil ToMorpadii), po-
3yMOBOIO Bi/ICTA/IICTIO, TITIOTOHIE0, HEPETYISIPHUM
JMXaHHsIM il aHOMaJIisiMu pyXy odeid. [lesiki ocobu i3
cutzipomoM JKy6Gepa MaroTh AucTpodito CiTKIBKY 1/
ab0 MPOrpecydy HUPKOBY HEJOCTATHICTb, 110 XapaK-
TepusyeThes K HedpoHodTH3. Posnas y Takux naiti-
€HTIB HA3WBAETHCSI MO30YKOBO-OKYJIOPEHATbHIM
cungpomoM, a6o CORS [22]. OckiibKu BUSIBJICHUI
TeHEeTUYHUM BapiaHT MPEACTABJICHUN Y TeTePO3UTOT-
HOMY BapiaHTi, MalliEHTKa € HOCIEM IIaTOTeHHOTO Ba-
pianrtarera NPHP1.

3a orpumannMu Hamu pedysasratamu NGS 1 XMA
Pas3oM i3 BUIIE3raflaHuMK KJIiHIKO-1ab0paTOPHUMM
NOCJTIPKEHHSIMU JIIarHOCTOBAHO B IIBYNHKH CITA/IKO-
BUI ferifipaTaniiHuili ctoMaTtonuTo3d [ Ttumy
(Hereditary Dehydrated Stomatocytosis type 1,
DHS1) y noennanHi 3 3aTpUMKOI0 TICUX0(i3UIHOTO
PO3BUTKY.

ITiaxin mo mikysanus DHS nepenycim epenbavae
BCTAHOBJIEHHS TOYHTO /[iaTHO3Y HEIMYHHOTO reMO-
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aigy. CrieniniuHO1 Tepartii 7151 TeMOJTi3y He iCHYE,
1 IPY CUMIITOMATUYHIN aHeMil eIMHNM e(heKTUBHUM
METO/IOM 3AJTUTIAEThCA TPaHCy3iliHA Teparris.

Y nartientiB i3 DHS, 30xpema, 3 naToreHHMMY Ba-
pianTamu B reni PIEZO1, 3a3Bu4aii He IPOBOAUTHCS
CTIJIEHEKTOMis Uepe3 BUCOKUU PU3UK ITicsomepa-
[IITHUX TPOMOOTUIHUX YCKITaHEHD (apTepiabHUX
i BEHOBHUX, Y T.4. TPOMOO3Y BOPITHOI BEHU Ta Jiere-
HeBol rineprensii) [28]. Oxnak, 3Baskaoyn Ha Ma-
CHBHY CIJIEHOMETaJIito, TJabopaToOpHi O3HAKH Tilep-
CILJIEHI3MY Ta BUCOKHUI PU3UK CIIOHTAHHOTO a00
TPaBMaTUYHOT'O PO3PUBY CeJIe3iHKHU, 3yMOBJIEHUI
JMCIIPOIIOPINEIO Tijia yepes 3HauHe 301iabIIeH S
00’eMy JKMBOTA 1 YaCTi Ma/[iHHsI, Ta PU3UK PO3BUTKY
iHpapKTY cee3iHKN, HAMU IPUMHSATO PillleHHS BU-
KOHATHU TepaneBTUYHY crieHekTomito. Ilicas mpo-
BEJ€HHS ITATOTOBYNX MPO(]iTaKTUYHNX 3aX0/IiB
(1y1aHOBOI BaKITWHAIIIT Ta [0/IaTKOBOI iMyHi3aIlii
MIPOTH ITHEBMOKOKOBOI, MEHIHTOKOKOBO1, TeMO(iIb-
HOI iH(EKITiT) 3 METOIO BHUKEHHS PU3UKY iHMEKITii
[13,34] mattienTIIi yCIinmHo MpoBeieHO JTiKyBalIbHY
CILJIEHEKTOMIIO, IIiCJIsI IKO1 IUTHHI PEKOMEH/I0BAHO
podUIAaKTUIHY TEHIUITHOTEPATiio B TIepIii 3 POKU
MiCJid oTIepallii Ta XeJIaTOPHY Teparliio Yepe3 PO3BU-
TOK TSI’KKOTO TlepeBaHTakeHHs Fe 3 KOHTpoJieM cu-
poBatkoBoro Fe ta peputuny [5].

BucHoBku

Jlerigpatyrounii criaikoBuii cToMaToIuTo3 [ Tumy
B JIiTel € PiIKICHUM 3aXBOPIOBAHHSIM, IO MOKE MaTH
TSDKKUHT KITHIYHUH 1iepebir i3 reMoTpancdys3iiiHO0
3aJIEKHICTIO I MACUBHOIO TeMaTOCTIIIEHOMETMTI€I0 Ta
3HAYHUMH TPYHOIIAMU B JiiarHOCcTyBaHHi. HasiBHIiCTH
JBOX BapiaHTiB MyTariiii y rexi PIEZ07: ¢.5590C>T
(p.-Arg1864Cys) Tac.76 C>T (p.Arg26Cys) mosxe 110-
TipIIyBaTH KJIIHIYHAT TIepebir 3aXBOPIOBAHHSI, TIOCH-
JITOI0YY TeMOJTi3, 110 TPU3BOAUTD /10 aHEMIl TSKKOTO
CTYTIEHSI 1 TiABUIIIEHOI TOTPeOr B TpaHCchy3iliHiil Te-
parii. CBo€4acHe KOMILIEKCHE 00CTeKEHH s, 10 Te-
penbayae MOpOJOriYHMI aHAi3 KPOBI Ta MOJIEKY-
JIIDHO-TEHETUYHE TECTYBAHHS, € KJIIOUYOBUM JIJIST
BCTaHOBJIEHHSI TOYHOI'O [iarHO3y Ta 0OpaHHs OIITH-
MaJIbHOI TAKTUKU BeJIEHHS TAII€EHTIB 31 CIIaIKOBUM
CTOMATOIIMTO30M. PaHHE BCTAHOBJIEHHS /11aTHO3Y
CTIAJIKOBOTO CTOMATOIUTO3Y MAa€ KPUTUIHE 3HAYEHHS,
OCKIJTBKH 11€ 3aXBOPIOBAHHS MOXKE CYITPOBOIKYBATH-
CsI CEPUO3HUMM YCKIQTHEHHIMU, TAKUMH SK TiTep-
CIJTEHI3M, PU3UK iH(APKTY cele3iHKA TOTIIO.

Hamr kniHigyHMI BUIIAOK CBiIUNTD, 11O iarHOC-
tyBanuss DHS1 moske 6yTu ckiranuM, a BCTAaHOB-
JIEHHS JiaTHO3y MOJXKE 3aTPUMYBATHCS Yepes
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HEJOCTAaTHIO HACTOPOXKEHICTh. 3aCTOCYBaHHS
NiaTHOCTUYHOTO aJTOPUTMY JajJ0 HAM 3MOTY
BUSIBUTH MOJKJIMBI HOBI KaysasibHi MyTaitii (causal
mutations) ¢.5590C>T (p.Arg 1864Cys) i c.76C>T
(p.Arg26Cys) y reni PIEZO1, sixi pasimnie He OyJiu
onucaHi, 0 BIJINBAIOTh HA arpecUBHMIT mepedir
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