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[Jerioparyiouni cnagkoBmi ctomaroumTos (stomatocytosis type, dehydrated hereditary stomatocytosis, DHS) — pigkicHa cnagkosa remonitmyHa
aHeMis, WO yCnaakoByeTbCs 38 ayTOCOMHO-A0MIHAHTHUM TUMOM | XapakTepmn3yeTbCs MakpOLMTO30M, HAABHICTIO CTOMATOLMWTIB i Aerigparauieio
epuTPOLNTIB. B OCHOBI LIbOr0 HAMAOLWWPEHILLIOIO TMY BEANKOI MpyNV CNaakoBKUX CTOMATOLMTOSIB € NiABMLLIEHA NMPOHUKHICTE MeMOpaH epuTpo-
UMTIB YHACIOOK NEBHVX FEHETUHHWX AedEKTIB (MiCeHC-MyTauin y reHax PIEZO 1, KCNN4), sika 3ymMOBIIOE AncOanaHC BHYTPILUHBOKIIITUHHNX KOH-
LeHTpaLLii KaTioHIB. 3axBoploBaHHsS Mae BapiabenbHi KNiHiYHI NPOsiBN, L0 YCKNaaHI0Ee CBOeYacHe BCTaHOBNEHHS AiarHoay.

Merta — onvicatv kiHivHniA Bunagok DHST, BUKIMKaHOro ABOMa HOBMMM BapiaHTamu B reHi PIEZOTc.5590C>T (p.Arg 1864Cys) i ¢.76C>T (p.Arg26Cys),
y 5-piuHOIl AIBUYMHKM i3 TPAHCHY3IMHO3aNEXHOI0 @aHEMIEIO, MaCMBHOIO CNEHOMEranielo | BiaCTaBaHHAM Yy NCUXOMI3UUYHOMY PO3BUTKY.

KniHiyHunit BUNnagok. /lisuviHka X8opie Bi HapoXeHHA. 30iNbLUEHHA DO3MIPIB XMBOTa, renatoCnieHoMeranio | 3HWKEHHSA MOKa3HVIKIB KPOBI
BnepLle 3ayBaxwam B 7 MICALIB. AHEMIIO TSXKKOrO CTYNEHS KOHTPOIOBaNW remMoTpaHcdy3iaMm. 3a AONOMOrolo NEPBYHHOMO NATOMCTONOMNYHORO
LOCNIMKEHHA KICTKOBOrO MO3KY AiarHOCTYBanm PeTVKyNiHOBWI Mienohiopo3. MNposenv 6aratonpodinbHi reHeTnyHi TecTy. BCTaHoBMAM HOCIACTBO
6e3 NPUCYTHOCTI KMNIHIYHOIO 3HaueHHs 6ynbo3Horo enigepmonisy (red COL7AY i HebponTo3y (ren NPHPI). 3asaskn NGS (Next-Generation
Sequencing, cekBeHyBaHHS HaCTyMHOIro NOKONIHHS) NaHe CnaakoBux aHemit Buasunv mytauii ¢.5590C>T (p.Arg 1864Cys) i ¢.76C>T (p.Arg26Cys)
y reHi PIEZOT, 1o B NO€AHaHHI 3 KNIHIKO-NabopaToOpHUMK 3MIHaMK (FeMOAITMYHAa aHeMid, rinepnnasia eputpopsay y KiICTKOBOMY MO3KY, renartocnsie-
HOMeranis, HaaBHICTb CTOMaTOUMTIB Yy Ma3Ky KPOBI B ANTUHYM | 6aTbKa) Aanv 3Mory AiarHoctyBati DHS.

BucHoBku. DHSTy aiTeli — piakicHe 3aXBOPIOBaHHS, gKe MOXEe MaTu TSXKKUIA KAIHIYHWIA nepeoir, 3okpema, reMoTpaHChy3iiHy 3a/1exXHICTb | BUpa-
XEHY renatocnieHoMeraniio, a TaKoX CPUYMHATU 3HaYHI AlarHOCTUYHI TRYAHOLLI. HaaBHICTb ABOX BapiaHTiB MyTaUilt y reri PIEZOI, 30KpeMa,
c.5590C>T (p.Arg1864Cys) i c.76C>T (p.Arg26Cys), MOXe ycknaaHioBaTi nepebir xsopoou. BizyansHe ouiHioBaHHA Ma3ka KpoBi Ta NGS € Baxn-
BUMM METOAaMV AN AlarHOCTYBaHHA CNaaKoBUX aHeMI.

LJocnigKeHHs BUKOHaHO 3riAHO 3 NprHLMNamn enbCiHCbKOT AeknapaLlll. Ha npoBeaeHHA A0CNIKEHb OTPUMaHO IHOPMOBaHY 3roay OaTbKiB ANTUHW.
ABTODPW 3a9BAAIOT NPO BIACYTHICTb KOHMNIKTY IHTEPECIB.

KntouoBi cnoBa: fieriaparyloumnii CnakoBuii CTOMaTounTO3, aHemisa, renatocnneHomerania, mytauii reHa PIEZO1c.5590C>T (p.Arg 1864Cys) i c.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 permeabllity of erythrocyte membranes
due to certain genetic defects (missense mutations in the PIEZO7and 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 DHS1 caused by two novel variants in the PIEZOT gene ¢.5590C>T (p.Arg 1864Cys) and ¢.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 ill 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 ¢.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. DHSTin 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, PIEZO1c.5590C>T (p.Arg 1864Cys) Ta .76 C>T
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Beryn

MAJIKOBUH CTOMATOIMTO3 — Iie TPyIia He-

IMYHHUX CIAIKOBUX FeMOJII THUHUX 3aXBO-

proBab. OTHUM i3 HAUTIOIINPEHININX Pi3-
HOBU/IIB 11i€1 HO30JIOTIYHOI TIATOJIOTI € JIETIIPATYIOUni
CIAJIKOBUI cToMaTonuTo3 (stomatocytosis type 1,
dehydrated hereditary stomatocytosis (DHS), mio xa-
PaKTEPU3YETHC JAETIIPATAIIEIO 1 JTI3UCOM €PUTPOIIH-
TiBy miteit. DHS € pizkicHnM reneTMaHIM 3aXBOPIO-
BaHHSAM 3 ayTOCOMHO-JIOMIiHAHTHUM THIIOM
yCIHaIKyBaHHs 3 4acTOTOIO mormpenns 1:50 tuc. Ho-
BOHAPOUKEHKX. XBOP0Oa yacTo Ma€e BapiadesibHi Kiii-
HivyHi iposisu [2,4,7,9,31,47]. liarnoctyBanusg DHS
nepeabayac MOpGOJIOriyHe OLIHIOBAHHS Ma3Ka IIePU-
(hepruHOi KPOBI, 110 J]A€ 3MOTY BUSIBUTH XapaKTepHi
3minu (popmu eputporuTiB — cromaronutu [17]. Ox-
Hak MOP(OJTOTIYHI JIaHi He 3aBK/IH IOCTATHI JIJIST BCTa-
HOBJIEHHSI TOYHOTO J[iaTHO3Y, OCKIJIBKU CITaIKOBUI
CTOMATOIIMTO3 MOKE MaTH KJIiHIUHi it tabopaTopHi
O3HAKH, MOIIOHI /10 03HAK IHIITNUX FeMOJIITUYHUX aHe-
Miit [15,47]. PanHboMy BUSIBIEHHIO TTATOJIOTTIHOTO
CTaHy JIonloMarae reneTnyHe TectyBanss [1,3,7,8,31].
Bowno He jiutiie 1a€ 3MOTy TOUHO i1IeHTUDIKYBATH MY-
Tarlii, aJie i Ma€ BasKJIMBe 3HAUEHHS JIJIST BUSHAUEHHS
OIITUMAJILHOI CTpaTerii JikyBaHHsL. BizicyTHiCTb 3arie-
peyeHHs1 IMOBIPHOCTI 11bOT'0 3aXBOPIOBAHHS MOKE T1e-
PENTKO/KATH CBOEYACHOMY BCTAHOBJIEHHIO JIIarHO3Y,
10 CIIPUYUHSIE CEePU03HI YCKIIATHEHHS 1 HEKOpEeKTHE
JikyBaxHst. Hamu orrcano kriHiko-1abopatopHi 0co-
6JiMBOCTI TIepebiry Ta CKJIaHOCTI AiarHOCTyBaHHS
DHS1 y noennansi i3 3aTpruMKOT0 ICMXO(i3MIHOTO
PO3BUTKY B O-PIiYHOI [[IBUNHKH, Ta TTiIKPECTEHO BasK-
JIUBICTh MOJIEKYJISIPHO-TEHETUIHOTO TECTYBAHHS Y Be-
pudikariii giarHo3y.

Mema nocnikeHHs1 — oMcaTy KITHIYHAM BUTIA-
noxk DHS1, BukmmkaHoro jBomMa HOBUMY BapiaHTa-
mu B reni PIEZO1 ¢.5590C>T (p.Arg 1864Cys)
ic.76C>T (p.Arg26Cys), y 5-piuHoi AiBUNHKH i3
TpaHcdy3iiTHO3aTEeKHOIO aHEMIEI0, MACUBHOIO CILJIe-
HOMETAJIi€I0 Ta Bi/ICTABAHHAM y TICUXO(DiZUIHOMY
PO3BUTKY.
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HocmiaxenHss BUKOHAHO 3TiZIHO 3 TTPUHITUIIAMU
lenbcincpkoi meknapaiii. Ha mpoBemenns moci-
JUKeHb OTPUMaHO iHpopMOBaHy 3roay OaTbKiB
JATHHU.

Kiaiuiyauii BUnaiox

JliBunHka Hapoauacs Bij 6-1 BariTHOCTI, IMIJITXOM
KecapeBoro po3Tuny. OIiHKa 3a mkaJjoio Anrap —
8/9 6Ganis. Maca Tijia Ha MOMEHT HApPOJKEHHS —
4100 r, BUTO/IOByBaHHS TPyHE BIPOJIOBK OJTHOTO
POKY, Ha MEPIIOMY POITi JKUTTS 33/I0BIJTbHO HAaOMpasa
Macy tiza. CaMOCTiliHO TToYasa XOUTH B 4 POKH.
[IpexBopisia Ha THEBMOHI0, 4aCTO XBOPiJia Ha TOCTPi
pecripaTopHi 3axBopioBanH:. IIpodimakTuyHi mie-
mwrenns: BIDK Ne 1, inmmx miersiens He OyJro. Jurn-
Ha XBOPI€ 3 HAPOJKeHHH. Y Billi 7 MicsIIiB yrepiie
BUSIBUJIN 301/TbIIIEHHS] JKIBOTA, TEIIATOCIIIEHOMETa-
JIit0 1 3BHMIKEHHST TIOKa3HUKIB KpoBi. [lepedyBasa
B peaHimallii uepes TSKKICTh cTaHy. TpuBaJio mpo-
X012 00CTeKEeHHsI 1 JIIKYBaHHS B O/HIH i3 JTIKapeHb
Ykpainn. AHeMito TSKKOTO CTyTIeHST KOHTPOJTIOBAJN
remorpatcdysisvu. Kainiui it mabopatopHi gocri-
JUKEHHS: KOMIT IoTepHa ToMorpadis BusiBuIa JiMda-
JIEHOTATII0 (AKCUJISIPHY Ta CEPEIOCTIHHS ), O3HAKU
ITHEBMOHI1; y Mi€JloTpami — BifICyTHICTh O3HAK aTHUIIii
Ta reMo(aroIuTo3y, MPONopIliiiHe 3MEHIIEHHST epU-
TPOIZHOTO Ta Mi€JIOIHOTO MAPOCTKIB; TATOTiCTOJIO-
rivHe JI0CIi/KEHHS KICTKOBOTO MO3KY: PETUKYJIIHO-
BUii Mien0(hiOpo3, akcuIIpHIiL TiM(aTHIHUN By30J1
6e3 maToIOTIYHUX 3MiH; y OioXiMiYHOMY aHami3i
kpoBi (BAK) — Bucokuii piBeHb epuTuny
(>1000,0 ar/mm; Hopma (1) — 7,0-140,0 ur/™M1) HA
TJIi 3HUXKeHHA cupoBaTkoBoro 3ainiza (Fe)
(6,3 mxmoub /1, °H — 7,2—17,9 MKMOJTB /1), BifICYT-
HiCTB TinepO6iTipyOiHeMil Ta IUTOJTI3Y, AaHTUHYKJIE-
apHi antuTtizia (ANA) — HeraTHBHI.

Y Bilii 5 pokiB 9 MicsIIIiB 3BepHYIacst Ha KOHCYJIb-
taitito 10 remarosiora B ClI «3axiiHoyKpaiHChbKuUiA
creriasizoBanuii eHTp» M. JIbBoBa (3YCIL). Pent-
TeHOJIOTiuHe 00CTEKEHHS CKeJleTa He BUSIBUIIO O3HAK
ocTteoneTpo3y. PekoMeH1yBain MOJIeKyJISIpHO-TeHe-
TUYHE OCJTI/IKeHHS, CKePYBaJu Ha KOHCYJIBTAIIII0
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Puc. 1. MNauieHTKka i3 renatocnsieHoMeranieto: 36iNbLEHHA
PO3MipiB XNBOTA, 6MiAICTb LUKIPHUX MOKPUBIB i3 XKOBTAHUYHUM
BiATIHKOM, Cyxe CBiT/1e BOMOCCA

rereruka (JIpBiB, IEOT'EH). IIpoBenu renetnune
tectyBanHs B mabopatopii «<INVITAE» (CIITA) —
2841 ren. Jlocminam BeJTMKIH CIIEKTP TeHIB, AKi BijI-
MOBi/IAI0Th 32 PO3BUTOK BPOJ)KEHUX HEPBOBO-
M’SI30BUX XBOPOO, BPOIKEHUX MeTabOIiYHIX
po3JaiiB, AKi IPU3BOAATH 10 3aMiH aMiHOKHUCJIOT,
OPraHiYHUX allUAYPiil, TeHETUUHUX MYTallilA, 110 1Oo-
PYILIYIOTH IIIKO3UTIOBAHHSI Gi/IKiB, TIOPYIITEHHST 00-
MiHY JKUPHUX KHCJIOT, TOPYIIEHHsT OOMiHY ITyPUHIB,
C€Y0BOI KUCJIOTH, KPEATUHIHY B TOJIOBHOMY MO3KY,
XBOPOO HAKOITMYEHHST TJIIKOTEHY, JTI30COMHUX XBO-
PO6 HaKOIMYEHHS, MOPYIIeHHs: 00OMiHy Mizji i 3ai3a,
seiikoauctpoddii, mrucdyHKIT HefipoMeTaboiaHOTO
00OMiHY, TOpPYIIeHHsT HEIPOTPaHCMITEPiB, MYKOBiC-
U103y, BPO/KEHUX iIMyHOAeDiIIUTIB, BPOKEHNX
AyTOMYHHUX Ta ayTO3alaJbHUX CTAHIB, TAHEb He-
JIOCTATHOCTI KicTKOBOTro MO3KY. [ocaianmnu
333 reHu, MyTallii B IKUX aCOI[iHOBaHI 3 MITOXOH/IPI-
AJIBHUMU 3aXBOPIOBAaHHAMU. TaKoK JTOCTiININ Ta-
HeJIi TeHiB, SIKi MPU3BOJSATD /10 PO3BUTKY XPOHIUHUX
MaHKpeaTUTiB, araMarIo0y iHeMii, FeMOJII THKO-ype-
MIYHOTO CUHPOMY, ayTOIMyHHUX JiiMdomnpomidepa-
TUBHUX CTAHIB, CHH/[POMIB X0JI€CTa3y, HEJJOCTATHOC-
Ti KOMIJIEMEHTY, IN3E€PUTPOIIOETUIHOI aHEMIl,
anemii laiimonma—baekdana, anemii @ankoHi, ric-
TIOIUTO3Y, MIETOAUCTIIACTUYHOTO CUHIPOMY Ta JieH -
KeMiii, CHHIPOMIB i3 TPOMOOIINTOIIEHIETO, COTIIHNX
MyXJIUH IATSYO0TO BiKY, CKEJIETHUX JAUCTLIA3iM, Ti110-
dbocdaremii, cHHAPOMIB i3 3aTPUMKOIO PO3BUTKY
MOBJIEHHd Ta iH. JloCcaifuBINN HaHe i JJiI30COMHUX
XBOPOO HAKOIIMYEHHs, 3ariepednii XBopooy Tomre Ta
MYKOIIOJIiCaxapuio3.
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Bcranosieno naroreHHuil BapiaHT y reHi
PSTPIPI ¢.748G>A (p.Glu250Lys) y rereposuror-
HOMY CTaHi 3 aQyTOCOMHO-IOMiHAHTHUM THUTIOM
ycraakyBanud. [{Hii ren BinoBiziae 3a TeHETUYHY
aToJIoTii0, 30KpeMa, 3a cuuaapoM PAPA (11e pifkic-
HUIi ayTo3analbHUI PO3JIaJi, 1110 XapaKTepu3y€eThCs
MOTeHHUM CTEPUIbHUM aPTPUTOM, FAaHTPEHO3HOIO
MOIEPMI€I0 Ta aKHE, OJTHAK Y 1€l ANTUHU HE BUSIB-
JIEHO KJIHIYHUX 1IposiBiB XBopo6u. He BigsHaueHo
HIIMX FeHeTUYHUX XBOPOO, sIKi 6 MOTJIN CIIPUYMHY-
TU TaKy KJIiHIYHY KapTUHY. BcTaHOBJIEHO HOCITICTBA
6e3 KJIIHIYHOIr0 3Ha4YeHHsT: OYJIbO3HOTO eI epMOIi3y
(ren COL7A1) ta nedponornrosdy (rea NPHPI).

[TosTophe 3BepHenns 1o 3YCII — y Bitti 6 pokis.
Ha vac ornsny sarajnbHUI CTaH TSKKUH, 3yMOBJIe-
HUil anemi€e0. Ha MOMEHT OrJisily CBiZIOMiCTb TUTH-
HU SICHA, 30POBUI KOHTAKT HE YTPUMYE, BKpail He-
raTUBHO pearye Ha orJisiii, 00IThCs, M0 YCKIIATHIOE
orJigl. MeninreanbHi 3HAKY Bij| eMHi. 3iHUII CUMe-
Tpu4Hi, poTOpeaxirisi kBasa, ckiaepu 6ii. Odi 3ama-
i, Ikipxi nokpuBy 6J1i/1i 3 J)KOBTABUM BiJITIHKOM,
cyxicth mikipu Ha 06sanuyi. Cyxe ¢BiTJ/Ie BOJIOCCS.
Bupaskenwuii rineprizapos. Kon'tonkrusa 6.1i1a. Enac-
TUYHICTD, TYProp TKaHuH 3HuKeHi. ITiimKipHo-xu-
poBa KJIiTKOBUHA c1abo po3BuHeHa. Maca Tima —
16 xr1, 3pict — 102 cm (iHmekc Macu Tija pPi3Ko
samkernit — 15,4 kr/m? (1 — 18,5-24,9 xr/m?). Cin-
30Ba 000JIOHKU POTOBOI HOPOKHUHY OJ1i10-POsKEBa,
yucra. 3aAHa CTiHKa 31By OJ1i10-pOKeBa, YHCTA.
ssuk Bosoruii. Iyou By3bki. MHOKUHHUIT Kapiec
3y0iB, 3110poBi 3y6u BicyTHi. lusmopdism uepera —
BUCTYTIAIOTD JIOOHI Ta TiM'sTHi OyTpH, BYIITHI PaKOBH-
HM HU3BbKO ntocajpkeni. [1Iusa koporka. O3HaK mpo-
repii Hemae. [lepudepnuni mimbatnuni Bysam He
HaJbIyloThes. /J{uxanus Ha iereHsaMu Be3UKYyJIsIp-
He, CHMeTpUYHe, YacTOTa ANXaHHs — 24—26/XB, 4ac-
TOTa ceprieBux ckopouenb — 110 yu./xB, aprepiaib-
uunii tuck — 105/70 mm pt. c1. distnbHicTs cepiis
puTMivHa, TOHU 3BY4Hi. JKUBIT 30ibIIIEHNIT Y PO3-
Mipax, 06Bij skuBoTa — 58 cM, nieuinka +10,5 cm, ce-
Jie3iHKa 3Ha4HO 301/1bleHa + 26 ¢M, BUIIOBHIOE YCIO
YepeBHY MOPOKHUHY, MITUCKAIOUY TTeUiHKY, /ia-
(parmy, nereni, BuyTpintai opranu (puc. 11 2). [Te-
pudepruHi Habpsaku BigcyTHi. CevoBUITyCKaHHS
BisibHe. BUMIOpOKHEHHSA 3BUYAITHI.

Y 3AK: eputporutu (Ep) — 2,94x10°/1, remorzio-
6in (I'6) — 66 /i1, perukymonnut — 79,4%o, HOPMO-
mty — 7:100 neiikonuTis, Mean Corpuscular Hemo-
globin (MCH) — 23,6 pg (1 — 27,0-35,0 pg). mmpuHa
po3moiny eputpoiuTis 3a 06’emom, Mean Corpus-
cular Volume (MCV) — 81,6 fLL (1 — 80,0—100,0 fL),
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Puc. 2. [enatocnneHomerarnis B AUTUHN
(nedviHka — poxeBe LWTPUXYBaAHHS,
cenesiHka — 6N1aKUTHe LUTPUXYBaHHS)

cepejiHs KOHIIEHTPAITisi TeMOTJIO0IHY B €PUTPOITUTAX,
Mean Corpuscular Hemoglobin Concentration
(MCHC) - 309,0 r/a (1 — 320,0-360,0 r /1), Red
Cell Distribution Width — Coeflicient of Variation,
MOKa3HUK BapiabebHOCTI PO3MIPY epUTPOIUTIB
(RDW-CV) —22,3% (1 — 11,5-14,5), Red Cell Dis-
tribution Width — Standard Deviation, cranzaprhe
Bi/IXWJIEHHS PO3TIO/IIJIY EPUTPOIMUTIB 32 PO3MIPOM
(RDW-SD) - 66,9 fL. (1 — 37,0-54,0 fL), migBuruen-
HS ITBUJIKOCTI OCiJTaHHS ePUTPOIUTIB — 73 MM /TOJI,
neiikoruT — 3,1x10° /71, tpom6GommTI — 97,0x10° /11,
cepenniii 06’em TpombouutTis (Mean Platelet
Volume, MPV) — 8,1 fl (1 — 7,0-10,4 fl), neiikoru-
TapHa opmyuia: MiesoruT — 1%, MeTaMi€eIonuTH —
12%, manuukosiaepHi HeiTpodinm — 4%, cerMeHTo-
anephi — 11%, eosunodinbui — 0%, 6azodiibhi — 1%,
aimponutu — 53%, MoHouuTH — 4%. Y npenapari
reprdeprIHOI KPOBi — BUPaKeHi aHi30IMTO3 1 TIOT -
kizoruros Ep (xkpamtenoxnioni Ep — pakpiomuru,
CTOMATOIMTHU, OBAJIOIUTH ), TTOJTiXpoMaTodinm —
1-2 y o 30py (puc. 3).

Y BAK: saranbuuii 6iox — 87,7 v/11, anmbOymiH —
45,5 tv/n, s3aranpHuii 6inipy6in (3bin) —
16,9 mxmoab/1 (1 — 3,4—21,0 MKMOJIB/7T), IPAMUT —
7,2 mxmoan/n (2 — 0,0-5,0 MKMoOJb/T),
ana"inaminorpacdepasza — 6,4 MO/n (0 —
0-45,0 MO/n), acnaprataminorpacdepasa —
22,6 MO/n (1 — 0-40,0 MO /i), mysxHa docdara-
3a — 243,7 MO/a (u - 80,0-308,0 MO/x),
cuposartkose 3a7i30 (Fe) — 22,1 mxmons /1 (0 — 7,2—
17,9 mxmonn/ ), beputun — >1000,0 ur/ma (1 —
7,0-140,0 ur/mn), makrarjeriiporenasa —
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Puc. 3. Mopdonoria eputpoumTiB y Ma3Ky nepudeprnyHoi KpoBi: aHi3o- Ta
NOWKINOUNTO3, NPUCYTHI cTomaToumTu (1), oBanountu (2), aakpiountu (3)

628,9 MO/n (1 — 0-248,0 MO/x), BiTamin (BiT)
B, — 4,7 ur/mn (1 — 3,1-20,5 ur/mn), Bit B, —
854,0 nir/ma (1 — 193-982 nir/mur), migBUIIeHHS
C-peaktuBHOTO 1IpoTeiny — 65,72 mr/a (1 — 0,0—
10,0 mr/a1), 3Haune 3HMKeHHS BIiT D — 14,3 HMOIB,/71
(1 —50,0-250,0 HMoJIB /1), KOaryiorpama: iMyHiTeT
kiiTuHHNH i rymopanbhuii (IgA, IgM, 1gG, IgE), xo-
JIeCTepUH, TPUTTIIEPUIH, 3aTaIbHAN aHami3 cedi
B HOPMI.

3a pesyJbraTaMy TTOBTOPHOTO 3BEPHEHHS 32 2 Mi-
cami nokazauku 3AK i BAK yrpumyBanucs Ha 11o-
nepeHiX 3HaUeHHAX, OKPIM CYTTEBOTO Ii/IBUTIICHHS
BiT B,, (>2000,0 it/™mu1), mipsiva ipoba Kymb6ca sipivi
HeTaTUBHA, HATPIUypPeTUYHOTO TENTUAY —
780,51 rir/mut (1 — <50,0 rir/mur).

YnvrpasBykose pocaigxentsa (Y3/1): neuinka
30iJIbIIIeHa B PO3Mipax 3a PaXyHOK JIBOX YaCTHH, €X0-
TEeHHICTh APEHXIMU TTiIBUIIIEHA, CTPYKTYpa APiOHO-
3epHucTa, ogHopigHa. CTpoma MmeyiHKyM He3HAYHO
yIiJIbHEHa, He ToToBIIeHa. JKOBUHMI MiXyp po3Ta-
NTOBAHUH TUTIOBO, OBOIHOI (hOPMU, OMHUIHUT T1e-
pPEeruH y AiJISHIN TiJIa, CTIHKY yIIiJTbHEH], He TIOTOB-
1eHi, TpocBiT romorenauii. Cese3inka 3HAYHO
30iJIbIlIeHa, EXOTeHHICTh 3BMYaiiHa, CTPYKTyPa OLHO-
pinna. [TigmryakoBa 321032 4aCTKOBO MPUKPUTA
30ibIeHoI0 cestesinkoio. CeesiHka BidyalisyeThest
Bijt 1iBOTO TiApe6Gep st 10 MOPOKHUHE MAJIOTO Tasa,
3aXO0/IUTh 32 CEPEAANHHY JIHIIO, Cesle3iHKOBA BeHa B Jli-
JISTHITI BOPIT epeiHbo-3aHIM po3mipom 13 mm. ¥ Bo-
pOTax cesie3iHKY Bi3yasli3y€eThCs XBIiCT MiINNTYHKOBOI
3aJ103¥ TOBIMHOTO /10 26 MM. Hupku posrainoBani
TUTIOBO, TIpaBa po3mipamu 100x41X48 mwm, mapenxima
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A

Puc. 4. MynbTucnipanbHa KOMM'toTepHa ToMorpadia opraHiB YepeBHOI NMOPOXHMHM 3 KOHTpPacToM. [fenatocnneHomeranis.
36inbLUeHi B po3Mipax nediHka Ta cenesiHka 3aMatoTb Malixe BC YepeBHY NMOPOXHWUHY | KOMMPECYIOTb iHLUi BHYTPILLHI OpraHu
M knweyHuk: A — MPR, kopoHapHa npoekuis; b — 3D-pekoHCTpyKLUis

ToBIHOIO 18 MM; miBa — 90x40%35 MM, HapeHximMa —
14 MM, eXOTeHHICTh TTAPEHXIMU JIETIO ITiABUIIEHA,
KOPTUKO-Me/IyJIsipHa qudepeHItialist 30epekeHa.
YalkoBo-MICKOBa crcTeMa — 6e3 O3HaK [[HJIaTallii.
Cunycu akycTnuHo yiiabHeHi. CeqoBuil Mixyp — ce-
PeIHbOTO HAITIOBHEHHS, BMICT aKyCTUYHO ITPO30PUiA,
CTiHKa He 1oToBIeHa. Y 3/] mpu 10BeHHOMY KOHTP-
acryBaHi (1,0 cOHOBIO): 0COGJMBOCTEN He BUSIBJIE-
HO, 32 BUHATKOM TIPUTITBU/IITICHHST HATIOBHEHHS Tie-
qinkoBuX BeH (Ha 10-if cexynzui). Cenesinka — 6e3
BOTHUINEBUX 3MiH, IU(DY3HUI HOPMAJTbHUH MAaTEPH.
Enacrorpadis meuinku B 5—6-My cermeHTax i3 Bij-
HOCHUMU TeXHIYHUMU CKJIA/IHOIIAMU: HEO[HOPI/IHA,
3a cucremoto «METAVIR» cryminb hibpo3y mediHku
F2[37] 6e3 Bupaskernoro (hibpoay, miibHiCTh 3HAYHO
nocusena, 10 35 klla. Y ctpykrypi cenesinku — MHO-
JKUHHI T Y3HI TOUKOBI TillepeXoreHHi BKIIOYEHHS,
Yy TKaHWHI TIeYiHKU — y 3HAYHO MEHIII i KiJIbKOCTI.
BisbHOI piivHy B YepeBHill MOPOKHUHI He BUSBJICHO.
Bupaskena crisieHomerasist, 03HaK IIMPO3Y, HOPTaJIb-
HOI TinepTeHnsii He BusABieHo. [lix yac Y 3-nencuro-
MeTpii Bi/I3HAUeHO 3HWKEHHS MiHepaTi3allii KiCTOK
(tibia — mBuAKicTH 3ByKY — 3349 M/, IPOIIEHTIIb —
0,0, Z-moxasuuk — 3,1). O3HaKW BUPaKEHOT OCTEO-
TMeHii/0CcTeornoposy.

Pentrenosioriune gocizKenHsT: AisiHKa 00cTe-
JKeHHd — JIiBa KucTh. KicTKOBUI BiK 32 CHCTEMOIO
«20 Bone TW2» — 2 poku 9 micanis. Qaktuynuii
BiK — 6 pOKiB i 3 MicAITi.
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3a pe3yabraTaMy MOBTOPHOI MYJIBTUCITiPaJIbHOI
KOMIT'T0TepHOi ToMOTpacdii BUSBIECHO BUPAKEHY Te-
MATOCIIJIEHOMETAJII 10, ceJie3iHKa BUTTOBHIOBAJIA YCIO
YepeBHY MOPOKHUHY, KOMITPEeCYI0YU BHYTPIIITHI Op-
ranu, riadhparmy, jereni ta cepiie (puc. 41 5).

Ha enextpokapaiorpadii BUsSBJIEHO iIHTEPBAJIH,
poltiecu pernoJiapu3aiiii B Hopmi. Exokapiorpadis:
MOMipHO 3HMKeHa Gpakilist BUKuLy Miokapaa (54—
56%), BpOIKeHi Bajint CepIls He BUSIBIIEHO; THHAMIY-
Ha HEeJJOCTATHICTh MiTPAJIbHOTO KJamana Y2+, Tpu-
KycHizianpHoro 1+, perypritaiiii Ha JJeTeHEBOMY Ta
AopTAJIbHOMY KJIaraHax He BusiBieHo, AP=23 mmlg
(TpaslieHT TUCKY MiXK MPABUM IILIIYHOUYKOM 1 TTepej-
cepaisaM, Yepe3 TPUKYCIiaIbHUN KJ1amnan ). Jlerenesa
rinmeprensis 0-1 ct. JluraTaiis 1iBUX KaMep CepIis.
Kowncymbraiis kapiosiora: HelocTaTHiCTh KPOBOOOi-
ry I ct. PekoMeH10BaHO JiKyBaHHS CIIIPOHOJIAKTO-
Howm. ITicsist crabisizarii crany npenapar BiiMiHEHO
kapziosioroMm. HatpiitypeTuuHuil enTu/ 1 3HU3uBCsI
1o 149,75 nir/mJ1, 3rofioM i0To piBeHb YHOPMYBaBCsL.

Koncybrailis eH/J0KpUHOJIOTOM: HU3bKOPOCJIICTD
SIK HACJIIJTOK TSPKKOTO XPOHIYHOTO 3aXBOPIOBAHHS;
IMYHOJIOTOM: JIAaHUX TIPO iMyHO/Ie(DIIUT HEMAE, pe-
KOMEH/IOBAaHO TTPOBOINTH TIITAHOBI TPOMITaKTUIHI
merieHHs. Miesorpama: TyHKTAT TIMOKJI TUHHHUAH;
eputpomnoes — 19,0%, simborutn — 31,7 %, mienonu-
™ — 19,3%, Mmetamienornutu — 9,7 %, najguakosigep-
Hi — 10,7%, cermenrosiiepHi — 5,7%, eo3uHOMbIIbHI —
0,7%, 6azodinpui — 0,0%, mononurtu — 0,7%,
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Puc. 5. MynbTucnipanbHa KoMn'loTepHa ToMorpadis opraHiB YepeBHOT MOPOXHUHM 3 KOHTPACTOM, akCia/llbHa NPOEKLif:

A — renaTtomeranis; b — cnneHomerania

Puc. 6. linepuentonspHnMin KICTKOBMIA MO30K i3 rinepnnasieto epuTpoigHoro napocTtka: A — 36inblieHHs x4; b, B — 36inbLueHHs x10

6sactu — 2,7%, MerakapioluTH JIisiibHi, 3MEHIIeHa
KIJTBKICTh, PETUKYJIIOM «+», TUIT €PUTPOTIOE3Y MeTa-
JI06JIACTHUIA.

Meouunuii 6ucrosox. IIyHKTAT TiTOKTI THHHIIA,
Mpe/ICTaBJIeHUH KIITUHAMY YCiX MAPOCTKIB reMo-
noe3sy. € 03HaKU IU3EPUTPOTIOE3Y, 30KPEMa, Tpa-
wistiorbest Ep kparienoniouoi popmu. 3mosikic-
HUM TIpollecoM He ypaxeHui. IlaTorictonoriune
JIOCJIIKEeHHS 6ioNTaTiB KiCTKOBOI TKAHUHU Mic-
TUTH pparMeHTH ryouacToi Kictku i3 26—27 kict-
KOBO-MO3KOBUMU KOMipKaMH, AiIJITHKAMU OKiCTS
Ta XpAoBo1 TKaHUHM. KicTKoBUIT MO30K rinepiie-
sosspauii (~95% 00’emy ), SKUPOBI KJIITHHY HE BU-
sBJieHO. BifidHaueHo rinepriia3ito epuTpoiHOTO
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napoctka. [panysonurapHuii IapocTOK IpeCcTaB-
JIeHWH yciMma repexiganMu hopMaMu, epUTPOiTHI
ocTpiBIi HOpMoOIacTHOTO THITY. BusiBieno rpynm
Makpogaris. MerakapionuTu 3Bu4aiiHoi Oy10BH,
2—4 y niouti 30py (puc. 6). Ockinbku Taki Mopdho-
JIOTiYHi 3MiHU MOKYTb CIIOCTEPITATUCS TIPU TEMO-
JITUYHUX aHEeMisIX, HeoOXiHa KOpeJsiis 3 KIiHid-
HUMU JJAHUMHU.

3 ypaxyBaHHSAM BUSBJIEHUX 3MiH BCTAHOBJIEHO
CIIa/IKOBE 3aXBOPIOBAHHS, TOMY IIPOBE/ICHO PO3IIN-
peHNi TeHeTUYHUH TIOTIYK /1S Bepudikailii XBopo-
6u. 3a TaHUMU [IUTOTEHETUIHTO JTOCTIiIZKEHHSI BH-
SIBJIEHO HOPMaJIbHUH KiHOUMI KapioTtum 46, XX.
Y pesyibraTi MOBHOEK30MHOTO CEKBEHYBAHHSI
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Puc. 7. XpomaTtorpama Bi3yanisauii pesynbtaty CeKBeHyBaHHSA HaCTynHoro nokoniHHa (NGS) y reni PIEZO1 3a gonomMoroto
nporpamHoro 3a6esneveHHsa «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 reuni PSTPIP1 (ENST00000558012.6):
tuaHomy 1eHTpi «/IEOTEH» Binsnaueno nexinbka  ¢.748G>A (p.Glu250Lys) — matorenHuii miccenc-
reHeTUYHUX BapiaHTiB, aCOIIIOBAHUX 13 BIIOMUMM  BapiaHT, aCOIIOBAHUI 13 MIOT€HHUM CTEPUIbHUM
3aXBOPIOBAHHSIMU i CTAHAMM. apTPUTOM, IOJEPMI€I0 TAHTPEHO3HOIO Ta aKHE
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(PAPA-cunzipoM, ay TOCOMHO-ZIOMIHAHTHUIA THIT yCITAJI-
kyBauHs). ¥ reni PIEZO7: c.76C>T (p.Arg26Cys) —
MiCcCeHC-BapiaHT, HEBU3HAYEHOTO 3HAaYeHHs. Bifomi
(henoTumiuHi acoriaiii 3 mpoykroM rena PIEZO1.
Ile cucrema rpyn kposi ER (ayTocomHuo-periecus-
HUU TUT yCHIAIKyBaHHS ), liMaTrndHa Masibhopma-
1ist 6 (AyTOCOMHO-PeIeCUBHUI), IeTipaTOBaHUI
CHAJIKOBUI CTOMATOIUTO3 (2yTOCOMHO-ZIOMIHAHT-
uwuit). ¥ reni ITGA2B: ¢.992G>A (p.Gly331Glu) —
MicceHc-BapiaHT, HeBU3HaYeHOTro 3HaueHHA. CTPYK-
TypHi 3MiHu B reHi ITGA2B aconiiioBaHi
3 BPOJKEHUMU TPOMOOLUTOIIEHIEI0, a10iMYHHOIO
HeonatasbHoio HPA (Human Platelet Antigen),
xBOpo6o1o [manmnmana (ayToCOMHO-pellecuBHA),
CIMAZIKOBUMHU MOPYIIEHHAMH 3TOPTaHHS KPOBI.
¥ reni RUNX7: c.1193 _1194insCCG (p.Pro398__
Pro399insArg) BusiBieno incepitito, iMOBiIpHO, Heli-
tpanbpuuii BapianT. len RUNXT acouifioBanuii i3
ciMeiTHUM TOPYLIeHHAM (YHKIIIT TPOMOOLUTIB i pu-
3UKOM PO3BUTKY Mi€JIOIIHUX 3JI0SIKICHUX HOBOYTBO-
peHb (AyTOCOMHO-/TOMIHAHTHUI ), 2 TAKOK TOCTPUM
Mi€JIOITHNM JIEKO30M (COMaTUYHI MyTaillii). Yci Bu-
ABJIeH] BapiaHTH € TeTepo3uroTHUMU. Busnaueno
OJIWH MatoreHHnii Bapiant y reni PSTPIP1, sxwii io-
TEHIIITHO Ma€ KJIiHiuHe 3HaYeHHs. [H1ITi BapianTn
Kkjacu(ikoBaHO IK BapiaHTU HEBU3HAYEHOTO 3HA-
uenHs (variant of uncertain significance, VUS) a6o,
iMoBipHO, HeliTpanbHi 32 ACMG-kpurepigmu
(American College of Medical Genetics and
Genomics) [45].

JlonaTkoBO TPOBEZIEHO MOJIEKYJIIPHO-TeHETUUHE
TECTYBAaHHS METOJIOM CEKBEHYBaHHS HACTYITHOTO TI0-
kosinus (NGS) na niaatrdopmi «Ion GeneStudio
S5» (Ion Torrent™ by Thermo Fisher Scientific) ta
XPOMOCOMHU MiKpoMaTpuuHuii anamniz (XMA,
Chromosome microarray — CMA) na mrardopmi
«Afymetrix», 3 Bukopucrantsm dimnis «CytoScan
HD» y Biijii OHKOreHeTHYHKX JAOCIiIKEHb 1a60-
paropii MmegmaHO1 reHeTUKN HarrionaabHOI ANTSI01
crertianizoBanoi JikapHi «OXMATIUT», m. Kuis.

3a pe3yJbTaTaMy CeKBEHYBAHHS HACTYITHOTO T10-
KOJIIHHSI BUSIBJICHO JIeK1JIbKA FeHeTUYHUX BapiaHTiB
HesusHauenoro 3Hadenus (VUS). Yci snaiizeni Ba-
piaHTH, TTOB’d3aHi 3 MOPYIIEHHIMU KPOBOTBOPEHHS
Ta aHEMIYHUMU cTaHaMu, OyJIM B TapreTHiil maHesi
76 reHiB, i3 MOKPUTTAM KOAYIOUUX JIISHOK, /ie Hali-
JacTilie TPAIISIIOThCS BiIOMI BapiaHTH 1iepeOy/10B.

Yci BusiBiieHi BapianTu mepedy 0B OyJI B TeTE€PO-
3UTOTHOMY CTaHi, 30KkpeMa, y reni FANCM
(c.4627C>T, p.Leul1543Phe); y reni PIEZO1
(¢.5590C>T, p.Arg1864Cys) i (c.76C>T,
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p.Arg26Cys). Jlo BUIIMCKU BHECEHO TAKOK IMOBIPHO
nobposikicHi BapianTu B reax SPTAT (¢.6437A>G,
p.GIn2146Arg) i SEC23B (c.770C>T, p.
Thr25711le). (puc. 7). Knacudikartist BapianTis 6a-
syerbes Ha ganux ClinVar [29].

3a ponomoroo XMA BUSIBIIEHO OZIHY KOITi0 JIOKYCY
2q13 (arrf[ 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),
MIR4436B1, MIR4436B2, NPHP1 (OMIM:607100),
MTLN). 3a niTepaTypHUMU JIZKEPeJIaMU i TeHeTUIHU-
MU Oa3aMU JJaHUX, HASIBHICTb TOMO3UTOTHUX JleJIelii
JoKycy 2q13 mpu3BOaUTD /10 TOBEHITBHOTO Hedpo-
Hodtusy 1 (OMIM:256100) — ayTocOMHO-peIeCHB-
HOTO KiCTO3HOTO 3aXBOPIOBAHHS HUPOK, SIKE TIPU3BO-
JIUTH JI0 HUPKOBOI HEOCTATHOCTI B TUTUHCTBI a60
B miutitkoBomy Biti (PMID: 36948406, 25635582)
[30,46]. [lenertito moBHoTO TeHa NPHP1 B 071Hili 3 aJte-
JIi MATBEPAXKEHO TOCHTIIKEHHSIM, IPOBEJICHUM Y Jia-
6oparopii «INVITAE».

Otxe, BUABJIEHI TeHETUYHI 3MiHU B IiIBUNHKU, 30-
KpeMa, HasiBHICTh IBOX BapiaHTiB HEBU3HAUYEHOTO
anaveHHs B reHi PIEZO1 (¢.5590C>T ta c.76C>T),
a Takox myTaiit y reHi SPTA7 1 cTpyKTypHUX aHO-
MaJIiii TeHOMY IiJITBEP/AKYIOTh CIIa/IKOBY IIPUPOLY
3axBOpioBaHHs. Bonu xopesoors i3 DHS1 3 arpe-
CUBHUM 11epebiroM, 10 XapaKTePU3yEThCST BUPaKe-
HOIO TenaToCIIeHOMeTali€ero, TpancdysiitHowo 3a-
JIEFKHICTIO 1 3aTPUMKOTO TICUXO(Pi3UIHOTO PO3BUTKY.
3 MeTOI0 BU3HAUEHHS CTTaIKOBOCTI B PO3BUTKY XBO-
pobu sanpornonoBano BukoHaius 3AK 6aTbkam.
Y marepi mopdoJiorig Ep i mokazHuku remorpamMu
Oysii B HOPMI, TOJII SIK y 6aTbhKa TaKOXK BHUSBJIEHO
CTOMATOIINTH, TIT0 € JOAATKOBUM CBiTIYCHHSIM CIIa/I-
KOBOI TIPUPO/IN 3aXBOPIOBaHHs. baTbku BiiMOBUIIH-
Cs1 Bijl TEHETUYHOTO TeCTyBaHHS.

3 orJIsi/ly Ha CIUIEHOMETAII 0, TaO0PaTOPHi O3HAKH
rinepcrieHiaMy, BUCOKUI PU3UK CIIOHTaHHOTO ab0
TPaBMAaTUYHOTO PO3PUBY cee3iHKU (3yMOBJIEHUN
JMCIIPOTIOPIIEIO Tijla yepe3 3HauHe 301JIbIICHHS
006’eMy JKHMBOTA, 1110 CIIPUYMHSLIO YaCTi Ia/iHHs ), a Ta-
KOK MOSKJIUBUI PO3BUTOK iH(APKTY CeJIe3iHKHU, PO3-
[JITHYTO JIOLJIbHICTD TPOBE/IEHHS CIIJIEHEKTOMIl, AKY
BUKOHAHO JMTHHI Y Billi 6 POKiB 3 MiCSIIi TTifT 3aTajTh-
HOIO aHEeCTe3I€I0 TiC/Is1 3aBepIIeHHsT KOMILJIEKCY ITPo-
dbinakTryaMX MensieHs. Buganeno cene3inky Baroro
1600 1, poamipom 20x10x15 cM, oBasibHOT (hOPMH,
JIeI0 aCUMeTPUYHY, TEMHY, Mali’Ke YOPHY, 3 TVI/IKOI0
371eTKa 3MOPIIKYBATOO TIOBEPXHEIO 3 TOMITHOIO TEK-
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Puc. 8. [lemoHCTpaLia po3MipiB BUaaneHor cenesiHku

A b
Puc. 9. NlimaTtnyHMA By30N BOPIT CeNe3iHKM 3 A4eno3MTaMn reMoOCUAepuHy Ta 3anisa:
A — 36inblieHHA x4; B, B — 36inbweHHs x10

crypoio (puc. 8). Y BopoTax cesie3iHKu — 30iIbIeHi
gimdpaTtnyni Bysau. [laTosororictosoriune gocii-
JUKEHHsE: cesle3iHKa 301IbIeHa B po3Mipax, i3 peakTuB-
HOI0 (QOJIIKYJISIPHOIO TiIEPILIA3i€t0, PO3NTUPEHUMEI
CUHYCAMH Ta CIIOJIyYHOTKAHUHHUMMU TsiKaMu bisibpo-
Ta, 3 MHOKUHHUMHY (hiGPOCUIEPOTUIHUMHI BY3JIaMU
(Bysmamu [amua—Tansi) 3 reno3uramMu reMocu/iepu-
Hy, Fe Ta coJieil KasbIlito, 3 BOTHUIIIAMY €KCTPaMe/ry-
JITPHOTO TEMOTIOE3Y 3 KJIITUHAMU-TIOTIEPETHUKAMU
€PUTPOITHOTO Ta Mi€JIOIZIHOTO TTAPOCTKIB 1 3HAUHOIO
KUIbKiCTIO MerakapionuTis (puc. 9). Jlimparuani By3-
JIV BOPIT CEE3IHKU — 3 BUPAYKEHOIO PEaKTUBHOIO (hO-
JIKYJISTPHOIO TIiTEPIIa3ie€r0, CHHYCOBUM TiCTiOIIUTO-
30M Ta aHrioMaTo30M, i3 cybOKalCcyJIsapHUMU
neno3utamu remocuniepuny ta Fe (puc. 10). ITicas
CIIEHEKTOMIl IUTHHI HaJlaHO PeKOMeHallii 11o/10
npodisakTrKy iH(EKITiH, 30KpemMa, 3aCTOCYBAHHS
TPOMIIAKTUYHOT TIEHITIMIITHOTEpPaIIii Ta PAHHBOTO ITPH-
3HAYEHHS aHTUOIOTHUKIB ITPU 3aXBOPIOBAHHSIX, SIKi CY-
TTPOBO/IKYIOTHCS TAPSIUKOIO, 1 TOIAJIBITIOTO BAKITUHY -
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B Puc. 10. CenesiHka, BOrHuLe
eKcTpamenynsapHoro
remonoesy. 36inbleHHs x4

BaHHS 3 MeTol iMmyHOomnpodimakTuku [13,34].
KonTpospHe BU3HAUEHHST HATPIyPETUYHOTO TIETITH-
Iy — Y HOPMI.

Oo6rosopeHHst

CrankoBi aHeMii — 11e reTeporeHHa TpyTia maToso-
TIYHUX CTaHiB, IKi XapaKTepU3yIoThCs CKIQTHUMU
TeHOTUTIOBO-(HEHOTUTIOBUMH KOPEJIIIisAMA. Y KOXK-
HOMY KJIIHIYHOMY BUTIQ/IKY /IIaTHOCTYBAHHS CHAJIKO-
BUX aHEeMill pO3IIOUMHAIOTD 3 OIIHIOBAHHSI CIMEITHO-
ro aHamHe3y, BUkoHaHHsa 3AK, BusnaueHns
PETUKYJIONNTIB, BUBYEHHS MopdoJiorii Ep Ta inmmx
KJITUH Yy Ma3Kkax mepudepuaHoi KPoBi, a TaKOXK
BAK. Tenetnune TecTyBaHHS € KJIOYOBUM METO/IOM
i ITBEP/KEHHS IIarH03y, 0COOJUBO, KOJIH KJIiHIUHi
JlaHi HeJlocTaTHBO iH(OPMaTUBHI ab0 CIIOCTEPiracTh-
cs reMoTpancdysiiiHa 3a/e;kHiCTh. X0oda [iarHoCTY-
BaHHA CITAJIKOBUX aHEMIl € YACTUHOI PYTUHHOI
KJTIHIYHOI TPAKTUKH, BCTAHOBJIEHHS /IN(DepeHTTiHO-
ro aiarHosy Ta kiaacudikaiiii Moxke OyTH BKpail
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ckiaaanM. [le 3ymMoBIIeHO MIMPOKOTO BapiabesrbHic-
TIO KJIiHIKO-Tab0paTOPHUX MPOSIBiB, HecHennpiyHic-
TIO B TAITIEHTIB i3 PI3HUMU reHETUYHUMU BapiaHTa-
mu. CekBeHyBaHHs HacTYIHOTO MOKoMiHHS (NGS),
30KpeMa, MOro IiJIbOBI METO/IM, CIIPUSLIIO 3HAYHOMY
B/IOCKOHQJICHHIO J[ialrHOCTYBAaHHS CIIQ/IKOBUX aHe-
Mil, CKOPOTHUBIIIH Yac A0CiKeHb. BoHouac BeTa-
HOBJIEHHSI JIiarHO3Y PN 0araTbox CIaIKOBUX (hop-
Max aHeMii 3aJUINTAETHCA CKJAJHUM uYepe3
BapiabebHiCTh (DeHOTHITY Ta OOMEKEHHSI TPaIUITiii-
HUX JIiarTHOCTUYHUX TECTiB. 3arajibHa e(DEeKTUBHICTh
TeHEeTUYHOTO /IiaTHOCTYBAaHHS KOJMBAETHCS B MEKAX
Bizt 38% 10 87% 1 3a/1€KUTh Bijl KITBKOCTI if THUILY J10-
CJIJIKYBaHUX TEHIB, a TAKOXK Bi rimOMHM (heHOTH-
moBoro ominoBanug. OIHUM i3 HeZ0JIIKiB reHeTny-
Horo tectyBaHHs Ha ocHOBI NGS 3anuiaerncsa
CKJAMHICTDh aHaAJi3y MaHUX, OCKIJIbKU BiH 4acTO
BKJTFOUAE BapiaHTH 3 HEBU3HAUYECHUM 3HAYeHHIM [41].
OcHOBHY TATPYITY CIIAIKOBUX aHEMili CTAHOBJIATH
MeMOpaHomaTii, pu SIKKUX YHACI 0K XPOHIYHOTO
reMoJTi3y, OKpPiM aHeMii, MOKJIUBI cepHo3Hi yCKIaI-
HeHHsT Ta HebaKaHi HACTi KN iuist nattienTi. OqHak
HABITh KOJIM XPOHIUHUIA T€MOJIi3 YaCTKOBO ab0 10-
BHICTIO KOMTIEHCYETBHCS TOKBABICHHSIM €PUTPOTIO-
€3y B KiCTKOBOMY MO3KY, IIPUCKOpPeHe PyHHYBaHHS
€pUTPOIUTIB i OCHOBHE 3aXBOPIOBAHHSA MOXKYTh
MaTH BaKJIUBI HACTIKY JJ1s1 37I0POB’S.

CnasikoBuUli CTOMATOIMTO3 — 1€ PiZIKiCHA IpyTia
ayTOCOMHO-/TOMIHAHTHUX TEMOJIITUIHUX aHEMiH, 1110
XapaKTePU3yI0ThCsI TIOPYIIEHHSIM MEMOPAHHOTO i0H-
HOTO TPaHCHOPTYBaHH:A B Ep, 4Ki cIpUYMHEH] aHO-
MaJTLHO T IBUTIEHOIO KaTIOHHOIO MPOHUKHICTIO MeMO-
pan Ep, 1o npu3BOAUTL 10 HEBiAMOBITHOTO
cKopoueHHst abo HabyxaHHs Ep, a TaKOK 0CMOTHYHOT
BTpaTh a0 HaMIIKy Boau. [ucbanarc ionis Na* i K*
uepes3 3MiHeHy ITPOHUKHICTh MeMOpanu Ep mpusBo-
JIATH JI0 IXHBOT OCMOTHYHOI HeCTabiIbHOCTI 1 TIepe/i-
yacHoro pyinyBanns [6,32]. Halinomupeninmm iioro
nigTunom € stomatocytosis type 1, dehydrated
hereditary stomatocytosis, DHS a6o criagxoBuii kce-
POITUTO3 — TIe Ay TOCOMHO-/IOMiHAHTHA TEMOITHIHA
aHeMis, 1110 XapaKTepU3y€ETbCS aHOMaJILHOIO (DOPMOIO
Ep i3 xapakrepHOIO MIIIMHOIOAIOHOIO IIEHTPAIBHOIO
30HOTO (Bif 1aT. stoma — POT) i TTOB’sI3aHa 3 TePBUH-
Hoto feTigaparaitieto Ep [17]. Xoua € oBiioMmiieHHS,
110, TIONTPY HA3BY JIaTHO3Y «CTAKOBUM CTOMATOITH-
TO3», Y Ma3Ky 1epruhepruyHoi KPOBI YaCTUHU XBOPUX
BUSBJIAIOTHCS JIUIITE TTOOIMHOKI CTOMATOITUTH, a Ta-
KOK MOKYTb Oyt Kiitunu-miteni [24]. Kinbkicts
CTOMATOIMTIB Y epuepruyHiil KpoBi MOKe Oy TH 10~
Mi6HOW B MAIi€HTIB i ¥ 3/I0POBUX YJIEHIB IXHIX
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KAIHIYHUIM BUTTAAOK

cimeii [23], a B 1eKUX BUTIA/IKAX IOCTI/PKEHHS Ma3Ka
KPOBI HaBiTh He BUSIBJISIE BiIXIJIEHb, 0COOJIMBO 32 Ha-
saBHocTi MyTatiil y reni KCNN4 [42]. Iicromnoriune
JOCJTI/IKEHHS KiICTKOBOT'O MO3KY CBI/TYUTD ITPO BUPa-
JKeHy epuUTPOIIHY TilepIuiasiio, SKa MoKe MaTH JINC-
IJTACTUYHI O3HAKMU, 1110 1HO/Ii IPU3BOJIUTD /10 BCTAHOB-
JIEHHSI XUOHOTO JIIarHO3Y [M3€PUTPOIIOETUYHOI aHeMil
ab0 HaBiTH Mi€JTOAUCIIIIACTUIHOTO CUHIAPOMY
[14,26,36,38]. [ToxibHi 3MiH1 BUSIBJIEHO B HAIIIOI MALli-
€HTKU. 3a pe3yJibTaTaMy IEPBUHHOTO TTATOTiCTOJIOT Y-
HOT'0 JIOCJI/IKEHHS KiCTKOBOT'O MO3KY /[iarHOCTOBAHO
PETUKYJTIIHOBHIT Mi€T0(iGPO3, 3arepedeHuit MOJIEKy-
JIIPHO-TEHETUYHUM JIOCTI/IKEHHIM. 3a JAaHUMU T10-
BTOPHOTO MATOTiCTOJIOTIYHOTO JIOCJII/KEHHS BUSIBJIE-
HO BUCOKY KJIITHHHICTb KiCTKOBOTO MO3KY, 3yMOBJICHY
rinepIuiasieo epuTpoiTHOTO MAPOCTKA, TOAIOHO 10
TeMOJTITHYHUX aHEMIl 0e3 MiETOINCTIIATUIHUX 3MiH.

Tpusadgictb xutta Ep 3a/mexuTh Biji iIXHbOI BHY-
TPILIHBOI IrijpaTailii, 06’€eMy Ta eJJaCTUYHOCTI, 0CO-
6TMBO 3a TPOXOJKEHHST Yepe3 CHHYCOI/IN Ta Karmiisipu
cesie3iHKM. Yci 11i BIacTHBOCTI 3a0e31edyroThCs IiJIic-
HicTIO i 106pUM yHKITIOHYBaHHAM MeMOpanu Ep.
[Ipote migTpuMaHHA TigpaTaiiii Ep 3a/1e;kuTh Takok
Bi/l BMIiCTY BHY TPIITHBOKTITHHHUX OLJIKIB 1 coJieit, e
OCHOBHY pOJIb BilirpatoTh Kationu. bananc karioHis
y MeMOpaHi eH/I0ILTa3MaTUIHOTO PETUKYITYMY OCO-
GJIMBO BaKJIMBUI [T TipaTartii kiitia. Tomy, Kosm
HOPMaJIbHI MeXaHi3MU MOTOKY KaTiOHIB TOPYIIYIOTh-
csl, 11e TaKOK BILIMBAE Ha rifparaitito Ep. [Ipoxonsun
yepes CyJMHHY cuctemy, Ep nijaoTbes 3Ha4yHUM
MeXaHIYHUM HaBaHTa)KeHHSM, dKi BIJIUBAIOTHh HA
iXHIO HOpMaJbHY (Di3i0JI0TiIo Ta TijpaTaltiio. Y XBo-
pux Ha DHS auchyHkuiinnii MeMOpaHHuii 6i0K
3PeNIToio MPU3BOANTH /10 BUTOKY K* 3 Ep, 1110 miepe-
BUIIY€ BHYTPIiIIHI oTik Na*, i cymyTHS uncTa BTpa-
Ta BOJIM IPU3BOJIUTD JI0 JleriipaTallii, 3MOPIIeHHSI,
Jamkocti Ta remoutisy Ep [12,18]. DHS Tpansersesa
3 npubn3HOI0 YactoToio 1:50 000 HOBOHAPOKEHNX,
y 10—20 pasiB pizaire 3a cnagkoBuii ceportos [6].
[Tepebir 3aXBOPIOBAHHS € IOCUTh BapiabeTbHIM, KJTi-
HiuHa KapTHHA Jy’Ke HeoHopiaHa. Y ~15 % BuUmaiKiB
MIOYATOK XBOPOOHM MO3Ke [IeBI0TYBATH B IIEPUHATAIIb-
HOMY T1€PIOJIi 3 TOSIBY HAOPSIKY Ta aCIIUTY BHACIIIIOK
aHeMil, SKi 3a3BUYall 3HUKAIOTH CIIOHTAHHO ITPOTSITOM
HepIInX THKHIB JKUTTS, B OKPEMUX BUIA/IKaX MOKYThb
MPU3BOINTH 710 BOASHKY 102 [ 2,7,44 ). Kminiuamit
dhenorun DHS kosmBaeTbes Biji 6€3CMMIITOMHIX /10
TSKKAX (DOpM 13 MAaCUBHUM TeMoJizoM. O3Hakm
i CHMIITOMY BKJIIOYAIOTh JIETKY a00 TSIKKY aHEMIIo,
JKOBTSIHMILIO, OJIiIiCTh, BTOMY, CILIEHOMETAJII0, JKOB-
YHi KaMeHi Ta cepiio3He TiepeBaHTAKeHHs Fe Hesa-
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JIEKHO Bijl pesKuMy repesinBants Kposi [2,6,7,25].
Hesnauyna KiTbKicTh MaIi€HTIB CTPAK/IAE HA CUMIITO-
MaTHYHY aHEMITO, 1 JTUIIIE JesTKi TIOTPEOYIOTh PETYIIsIp-
HOTO TePeTMBAaHHS KPOBI, TOIi SIK TpaHCcy3il micis
reMOJIITUYHOTO Kpu3y BigbyBaoThest y 15—20% Bu-
nazkiB [23,39]. HacTo crioctepiraeTbed mepioinaHa
JKOBTSTHUIIS, @ TAKOK JKOBYHOKAM stHA XBOPOOa, sKa
Mozke mrepebiratu 6escummtomHo [23,39,42]. Crure-
HOMeTaJis HepiJIKo BUABJISETHCA ]| Yac BidyaJisa-
MIMHUX TOCIIKEHD, X04Ua B IeIKNUX BATIAIKAX 30171b-
IIEHHS CeJIe3iHKM MOKHA BU3HAUUTH 32 JIOIIOMOT0I0
nasbnaiii [7-9,39]. DHS moske 6yt B 4acTUHYI XBO-
PHIX HE IIarHOCTOBAHOIO POKaMU a00 JIECSTUITITTSIMI
JI0 OCTATOYHOTO BCTAHOBJIEHHS iarHo3y [7,8,25,39].
A. Tolascon ta criBaBr. (2019) cTBEpIKYIOTD, IO Tiei
[aTOJIOTTYHMIA cTaH y OiIbIIOCTi 0cib XapaKkTepusy-
E€THCST JIETKUM 200 TIOMIPHUM TEMOJII30M 13 Pi3HOT0
KiJIbKICTIO CTOMATOIMTIB Y Ma3Kax mepugepuaHol
KPOBI, IKi B 4aCTHHI XBOPUX TPAILISAIOTHCS 3Pijika abo
i 3AJIMIIAI0THCS HeTOMiyeHUMHU. KiJIbKICTh PETUKY-
JIOIUTIB migBuUINeHa, a mokaznuku MCHC i MCH
migsuieni, MCV nemio 36ibinyerbest [25]. B ommca-
HOMY BUTIAJKY B skofiHOMY i3 BAK He 3adikcoBano
rinepbiipybinemii, BogHOUYac y 6aTbKa JIiBUMHK BiJl-
3HAYEHO iKTepryHe 3a6apBJIEHHS IKIPU Ta CKJIEP
i 1abopaTopHOo — HenpsMmy rinepoOinipybiHemio
(3bin — 38,7 MmkMoJIb /1, ipsiMUiA — 4,0 MKMOJTB /1),
BUCOKWUI IMOKa3HMUK JaKTaTAerijporeHasm —
620,0 MO/, cupoBaTtkoBoro Fe — 26,7 mxmonn /i1,
BiJICYTHICTh aHEMil, TIOMipHe ITi/[BUTIEHHS TOKa3HU-
kiB MCHC - 367,1 v/a (1 — 320,0-360,0 r/x),
MCH - 37,2 pg (1 — 27,0-35,0 pg), MCV — 103,8 fL
(1 — 80,0-100,0 fL), peruxyoruros — 76,0%e., Ha-
SBHICTb CTOMATOIIUTIB Y Ma3Ky nepudeprnaHoi KPoBsi,
MaJbIAIIEI0 BUSIBIEHO 301TbIIEHHS CeMe3iHKn
(+2,0 cm 3-11iz1 Kpaio pebepHoi xyri). barbko BBaskaB
cebe MPaKTUIHO 37I0POBUM JI0 MOMEHTY BUSIBJICHHS
HaMU 3MiH, [0 CBiTYaTh TIPO KOMIIEHCOBAaHUH HEIMYH-
HUM TeMOJIi3, IarHOCTOBAHUH BXKe B 3PIJIOMY BIIIi.
Y NiBYMHKHU 1aTHOCTOBAHO CHAJKOBUI CTOMATOIN-
TO3 13 XapaKTePHUMU O3HAKAMU T€MOJTi3Y, PETUKYJIO-
IIMTO30M i MACHBHOIO CILJIEHOMETAJTIEI0 Ta Oe3CYMHIB-
HUMU MOP(]OJIONOTIYHUME 3HAXIIKAMHT — HASIBHICTh
cromatonuTis (puc. 3). IIpore € po36isKHOCTI MixK
MOP(hOJIOTIYHOI0 KAPTUHOIO Ma3Ka KPOBi (Bi/ICYTHICTH
BizyasnbHOI rinoxpomii Ep) i mokazHukamu aHasisa-
Topa, 30kpeMa, Hu3bkuM pisaem MCH (23,6 pg)
i MCHC (309,0 r/x1). Taki po36izKHOCTI MalOTh 00-
I'PYHTOBaHE HAYKOBE MOSICHEHHS: PETUKYJIOINTH,
G 3a 3pisi Ep, mators Butuit MCV, ae MeHIy
KoHIeHTpaiito remorsiodbiny (MCHC). Y namientkn
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BUSIBJIEHO PETUKYJIOIUTO3 79,4 %0, 1110 3HAUHO T1€pe-
Butiye Hopmy (H — 710 20%o0). Ile Moxke 3HIKYBaTH
cepenni nokasaukn MCH i MCHC y 3aranbHomy
aHaJli31, OCKIJIbKY aHAJIi3aTOP He Bi/JOKPEMJIIOE PETH-
KYJIOLUTH Bifl 3pisinx Ep pu po3paxyHKy WX MOKa3-
HuKiB [33]. CruteHOMerasiss MOXKe CIIPUYUHATH ce-
JIEKTUBHE BUJIAJIEHHS aHOMAJIbHUX 200 1e(heKTHUX
Ep, Takux six cTOMAaTONUTH, 3 TTUPKYJISITi1, 3yMOBJIIO-
10un 3MiHK posmnoaiay Ep 3a posamipom i BMictom I'6,
1 BIUTMBAIOYH HA MMOKA3HWKU, TKi BUMIPIOIOTHCS TeMa-
TOJIOTIYHMMU aHajIi3aTopamu, 30kpeMa, RDW, MCH
ta MCHC [27]. Lle nosicHIOE, YOMY B Ma3Ky HEMaE
rinoxpomii, asie anamizatop dikcye auzbkuit MCH.
Bupaskenuii anizornuros i sminu RDW: RDW-CV —
22,3% i RDW-SD — 66,9 fL cBiguaTh npo cyTTEBY
BapiabesbHicTh po3mipy Ep. ITpu Bucokomy aHizo-
IIUTO31 aHATI3aTOP MOKE HEBIPHO IHTEPIIPETYBATH
KJIITUHMU 3 Pi3HOI0 KOHIeHTpaIlieo I'6, o npusso-
mTh 1o nomuakosoro 3anmkenaa MCH. Iemaroio-
rivHi aHATi3aTOPU MOKYTh JIaBATU XUOHO 3aHMKEH]
sHaueniss MCH i MCHC, sikmio € 3mitu B MeMOpaH-
Hiti mponmknocTi Ep [33]. Ha mamnry mymKy, Bisyanbhe
OIiHIOBaHHS Ma3Ka IteprdepryHoi KPOBi HafliliHilIe
y BUIAKaX MeMOPaHOIaTiil, OCKIJIbKU aHaIi3aTop
OLIIHIOE cepe/iHi 3HaueHHs /1A Beiel nory i Ep, ne
BPaxoBY04YK MOPMOIOTTYIHUX 0COOJUBOCTEI OKpe-
Mux KaitiH. OTKe, 111 po36iKHOCTI € HACII IKOM TI0-
€/THAHHSI MHOSKIMHHUX YMHHUKIB 1 0COOJIMBOCTEN XBO-
pobu, a BiyaJsibHe OIIHIOBAHHS Ma3Ka 3a/IUIIAEThCS
BaKJIMBUM KPUTEPIEM JliarHOCTyBaHHs1. € TaKoX 11eB-
Hi BiXujIeHHs B JaOOPaTOPHUX IMOKA3HUKAX OOMIHY
Fe B niBunHKY, SIKi MU TIPOAHATTI3yBAJIN Ta Y3TOUIN
3 lanuMH JitepaTypu. Yepes nocriitHy reMoTpacdy-
3iHY 3aJIEKHICTD Y AUTUHU HEOZHOPA30BO BUSIBJISLIN
O3HaKW TepeHaBanTaxkeHHs Fe — Bupaskeny rinepde-
putunemiio (>1000,0 ur/mur), ase piBeHb CHPOBATKO-
Boro Fe y nepiomy anasrisi 6yB 3HUKEHNM 1 B)Ke B Ha-
CTYIHUX 00CTEeKEHHAX mepeBuiilyBas Hopmy. 11i
MeXaHi3MU JieTaabHo onrcano B ctaTTi C. Beaumont
ta criBanT. (2005) [10]. ABTOpH CTBEPIKYIOTH, IO
Y BUIIQ/[KaX XPOHIYHOTO TeMOJIi3y TIOCTiitHe pyHHY-
BanHa Ep npusBoauTsb 710 BuBiibHeHHs Fe, ske 11o-
[JIMHAETHCS MakpodaraMu Ta 36epira€TbCsl y BULJISII
(beputuny. Ile Moske migBUITyBaTH PiBeHb (hEPUTHHY
B opranismi. [Ipu 1iboMy remiuiuH — TOPMOH, 1110 pe-
ryJoe oOmiH Fe — Moske npuraivyBaTu BuBeieHHs Fe
B KPOB, 1110 ITPU3BOJIUTB /10 3HUKEHH PiBHS CUPOBAT-
koBoro Fe [10]. 3a BucHokamu J.E. Hall, BizcytHicTb
rinep6iipybineMii Ta IUTOJTi3Y, SIK Y HAIIOT MaIienT-
KM, CBIZIYMTH IIPO JOOPY 3AaTHICTD MEYiHKK 0 MeTa-
60J1i3My: BOHA 3/1aTHA MITBU/IKO TIEPEPOOIISTH BUBLIb-
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HeHwit 6LTipy6iH y KoH'1oroBary (hopMy, HaBITb ITpn
MOCTITHOMY TeMOJIi31, 1110 He 1a€ 3MOT'Y CyTTEBO ITi/I-
BUIILyBaTHCST PiBHIO OimipybiHy Ta TpaHcaminas [21].
Orixe, Hallle KJTiHIYHE CIIOCTEPEKEHHS B MeXKaxX 0/1-
Hi€ei ciM'T (y auruHm Ta ii 6aThKa) TOKa3aJ10 BiIMiH-
HOCTI y KJTiHiKO-1abopatophux mposisax DHS. Y 1u-
THHU 3aXBOPIOBAHHSI TIePebiraio arpeCuBHO, CyIpo-
BOJIKYBAJIOCS BUPAKEHOIO OPTaHOMETATT€10, 30KpeMa,
301JIbIIIEHHSIM OPraHiB eKCTpaMe/ Ly ISIPHOIO KPOBO-
TBOpeHHsI [ 3], 1110 TATBEPKEHO TTATOTICTOIOTTYHUM
JOCJTJIPKEHHSIM CeJIe31HKH, a TAaKOXK 3aJIeKHICTIO BiJ|
remorpancdysiil. Boarouac y 6aTbka xBopoba Majia
JIETTINH 11epe0ir, XapaKTepr3yBaIacs TOMiPHUMH Jia-
6GOpPaTOPHUMM BiAXMIEHHIMM 1 301/IbIIEHHIM ceJie-
31HKH, 1110 Y3TOJ/KYEThCS 3 JAHUMU CIIeIiali30BaHOl
giteparypu [9,23,39,42].

Ocranni Kisibka pokis, nountaioun 3 2011 p., Oy
BRKJIMBUMM B iieHTH(]iKaIlii HOBUX IPUYNHHUX TEHIiB
1 BUBYEHHS IXHIX ITIaTOT€HETUYHUX MeXaHi3MiB, 1110
BUKJTMKAIOTH PO3BUTOK CITAJIKOBOTO CTOMATOITUTO3Y.
Bcranonieno ocHOBHI MyTallii Ipu 1IbOMY TTaTOJIOTTY-
Homy ctati [8]. ¥ 6imbiiocti mamientis (90% Bumaz-
KiB) MOJIEKYJIIpHA OCHOBA zieriparaitii Ep mpu DHS
€ Pe3yJNbTaTOM CTPYKTYPHUX TepeOya0B y TeHi
PIEZO1 (16q24.3), 1110 KOZLy€ BEJUKUI TpaHCMEMO-
panHuii kationunuit kanan PIEZO1 [2]. binok
PIEZ0O1 € ioHHUM KaHAJIOM, 9y TIUBUM /IO MEXaHITHO-
rO HaBaHTAKEHHsI, SIKUH PeryJIioe TPaHCIIOPTYBAHHS
Na* i K" uepes membpany Ep. Onucano Beiky Kijib-
KiCTh PI3HUX BapiaHTiB CTPYKTYPHUX 1epebyaoB
y reri PIEZO1, acomiitoannx i3 DHS [1,2,19,48].
Haituacrinie TparigioTbest MicceHC-MyTallii (Hampu-
kiag, ¢.5923G>A (p.R1962Q) ta i), 1110 mpusBo-
JISITH JI0 TIOPYIIIEHHS 3aKPUTTSI IOHHOTO KaHaJy i, IK
HaCJI/IOK, /10 BTpaTH KaJrito i gerigpatartii Ep [7,31].
I3 BapianTom DHS2 acoritororbest myTaiiii B TeHi
KCNN4 (19q13.31), mo BriumBatoth Ha 6ok KCa3.1,
Takos Bigomuil sik kauan Gardos [16,39]. Binok
KCNN4 xonye xamiesuit kanan Gardos, 1o perysioe
Buxin K* i3 kiitunu. Haitnommpewinri micceHc-my-
tartii (mampukiazn, c.1111C>T (p.R371H)) nmpusBo-
JISITh J10 TINEPAaKTUBHOCTI KaHAJY Ta HaJIMiPHOI BTpa-
T K7, i gx pesyssraT — f0 gerigparartii Ep [31].

laparoBanuii ciazikoBuii cromarorutos (OHSE,
overhydrated hereditary stomatocytosis) acorioersb-
cs1 3i cTpykTypHUMHE ntepebynoBamu B TeHi RHAG
(6p12.3). Bitok RHAG € yactunoro Rh-komriuiekcy,
SAKUit Oepe y4acTb y ra3000MiHi Ta peryisiiii i0HHOro
Gamancy. Tumnosi cTpyKTypHi 1Iepeby10BH, [ererii abo
MicceHC-MyTallil I ABUIILY 0T IPOHUKHICTh MeMOpa-
Hu 11 Na* i Ho O, 1110 mpusBoanTh 710 HaJIMipHOT TijT-
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paraitii Ep. [Tarorenni Bapiantu B reni ABCB6 (2q35)
Tesk MoKy Th Bukymkat OHSt. Binok ABCB6 € Tpan-
CTIOPTHUM HACOCOM, 3aJ[iTHUM Y TPAaHCIIOPTYBaHHI
nopdipuHiB i peryJroBaHHi MeMOPaHHOTO ITOTEHITia-
ary. IlatoreHHi BapiaHTH CTPYKTYPHUX Hepeby10B
y reti ABCB6 niopyiytoTh (hyHKIIiO fioro OiJika, 1o
CIIPUYMHSIE IOHHMI AncOanane y MeMOpaHi il BUK/IH-
Kae xBopoOy [43].

B onrcanomy HaMu KTiHIYHOMY BUTIAJIKY KJIIOUOBU-
MU y Bepuikaliii € ToeIHAHHS JaHUX aHAMHe3y 3a-
XBOPIOBAHHSI, KJIHIKO-1a00PaTOPHOT KAPTHHI: I€0I0T
XBOPOOU 3 HAPOJKEHHSI, TEMATOCILIEHOMETATisT, TeMO-
TpaHcy3iliHO3aIeKHA TileppereHepaTopHa aHeMist
TSKKOTO CTYTIEHS, JIeHKOTIeH s K HAC/TiIOK TilepcIiie-
Hi3My, HAsIBHICTb CTOMATOIIUTIB Y INTHHMU Ta OaTbKa,
a 11e BKa3ye Ha criajikoBuii redekt membparu Ep.

AHai3 BUABIEHUX TEHETUYHUX 3HAXIZIOK TiCJIsT
IIPOBE/ICHHS Cy4aCHOTO MOJIEKYJIIPHO-TEHETUYHOTO
anasmizy: y reri PIEZ01:¢.5590C>T (p. Arg1864Cys) —
HeBU3HAYeHWH (IMOBIPHO TATOT€HHUH ) BapiaHT, 110
BILTMBAE Ha PyHKIIi0 ioHHOTO Kanany PIEZO1, Bukim-
Katou¥ [OPYIIeHY I0HHY IPOHUKHICT MeMOpaHH epH-
TPOIUTIB, OCMOTUYHY KPUXKICTb 1 T€EMOJTi3, ACOTIT0Ba-
uuii i3 DHS; .76 C>T (p.Arg26Cys) — nopaTkoBuit
BapianT y reni PIEZO1, 10 MOKe CIIPUSITH TSKUOMY
nepebiry 3axsopioBantus DHS. V reuni SPTAT:
¢.6437A>G (p.GIn2146Arg) — iimoBipHO 100pOsIKic-
HUI1 BapiaHT, aCOIIOBAaHNU 13 TOPYIIEHHSM CKeJieTa
mMeMmOpatu Ep, 110 Moske criprdauHsiTh ¢heponuTos abo
CTOMATOITUTO3, TOCUJTIOI0YY TeMOJTITHYHI TIPOsiBY [41].

[ToxibGHe MyJIBTUIOKYCHE YCHaKyBaHHs BapiaH-
TiB iepebynoB y renax PIEZO1 i SPTA1 onucano
B nocimkenti I. Andolfo ta ciBasr. (2021) [4]. 3a
pe3yJabTaTaMy TTPOBeICHHS TEHETUIHOTO aHaAJi3y
B HAII€HTIB 31 CMIAZIKOBUMU aHEMisIMU BYEHUMU
BUsiBJIeHO Y 69% TallienTiB MOHOTeHHE YCIaIKyBaH-
Hs Ta B 15% — My/abTUIOKYCHE, 3/1€61bIIOTO
y hopMmi IOABITHOTO MOJIEKYJISIPHOTO /1iarHo3y [4].

CrpykrypHi nepebynosu B reti PIEZO1 He 3aBxam
3YMOBJIIOIOTh YiTKi KJIIHIYHI BiIMIHHOCTI, HAaBiTb cepet
wieniB oxuiei poxunan 3 DHS [7]. Krniniuma Bapiabens-
HIiCTb TIPO/IEMOHCTPOBAHA Y BEJIUKIN KAHA/ICHKIN POJIH-
Hi, 71e 3 29 ypaskenux ocib 46% masu anemiio, 17%
OTPUMYBAJIH TIEPEJTUBAHHST KPOBI, 45% MaJiu JKOBTSI-
HUIIO, 2 41% — CUMIITOMATHYHY JKOBUHOKAM STHY XBO-
poby [23]. Xoua neBHa KOpeJsIist TeHOTUTI-(heHOTHUTT
npu DHS imoBipHa, 101aTKOBI TeHeTUYHI 3MiHH MO-
JKYTb IIOCUJTIOBATH TSLKKICTh cTany [ 3]. Ha namny gym-
Ky, cCamMe HagBHICTb /[BOX BapiaHTiB MyTalliil y rexi
PIEZOT: ¢.5590C>T (p.Arg1864Cys) i c.76C>T
(p-Arg26Cys) B omricaHOMY KJTiHIYHOMY BHUITQ/IKY Bi/li-
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rpaioTh MOTEHITIMHNN TaTOTeHHNI BIIUB HAa PO3BUTOK
DHS1 i3 Haj3BHUYaitHO arpeCHBHIM 1epebiroM XBOPO-
6u. Ockibku 00mIBa BapiaHTy Hapasi kiacudikoBaHi
K BapianTu HeBusHaueHoro 3Hadents (VUS), HeoO-
Xi/THI TTOIAJTBIIT TOCITI/PKEHHS J7I YTOYHEHHS IXHBOI
pouii B maroreHesi 3axBoproBatHs. OTxe, BBAXKaEMO 3a
JIOTIJIbHE TIPUBEPHYTH yBary MeJANYHOI CITITBHOTHU /10
IIUX TEHETUYHUX 3MiH Ta iXHBOTO TIOTEHITIITHOTO BILJIN-
By Ha po3BuTok DHS1.

Kputnunmvn reramn, BeprikoBaHUMET HAMH B pe-
3yJIBTaTi XPOMOCOMHOTO MiKPOMaTPUYHOTO aHAIi3Y,
€ nmenenii 15 rewnis (mokyc 2q13) € NPHP1
(OMIM:607100) i MALL (OMIM:602022). Ctpyk-
TypHi nepebdynosu B reni NPHP1 (OMIM:607100)
acoliiioBaHi 3 ayTOCOMHO-PELECUBHUM YCIIQJIKyBaH-
HAM TaKUX BPOJI)KEHUX CTaHiB, SK: HepoHoDTH3 1,
(OMIM: 256100), curgpom Kybepa 4 (OMIM:
609583), cunapom Ceniopa—Jlokena-1 (OMIM:
266900). Haituacrimre mesertist ychoro reHa acoltiiio-
BaHa 3 BPO/IPKEHUM KiCTO3HUM 3aXBOPIOBaHHSIM HU-
POK, sIKe TPU3BOAUTH JI0 HUPKOBOI HEJIOCTATHOCT1
B IUTUHCTBI abo migmiTkoBoMy Bimi. G. Caridi ta crii-
BaBT. (1998) onmcano cungpom Ceniopa—Jlokena-1
(OMIM: 266900), acomiattito HechpoHODTHZY 3 ayTO-
COMHO-PEIECUBHUM IIITMEHTHUM PETUHITOM Y Talli-
€HTIB i3 TOMO3UTOTHOIO fieseltieto rena NPHP1 [11].
Cunzpom JKybepa (OMIM: 213300) — 11e ayTocomHo-
peliecuBHe MYJIBTUCUCTEMHE 3aXBOPIOBAHHS, 1110 Xa-
PaKTEPU3YETHC TIMOTIIA3IEI0 YePB’TKa MO30YKA 3 BU-
CTYTAIOUUMU BEPXHIMU MO30UYKOBUMHU HiKKaMU (1110
IPU3BOAUTB JI0 «3HAKY KOpiHHOro 3yOa» abo MTS Ha
aKciaJbHi MarHITHO-pe30HaHCHi ToMorpadii), po-
3yMOBOIO BiJICTaJiCTIO, TITOTOHIEIO, HEPETYISIPHUM
JIMXaHHSM i aHOMaTisIMu pyxy odeid. /lesiki ocobn i3
cunzpomoM JKybepa MatoTh AucTpodito CITKIBKH i/
ab0 MPOrpecyyy HUPKOBY HEJIOCTATHICTb, 110 XapaK-
Tepu3yeThes Sk HepporodTus. Posnany Takux nari-
€HTIB HA3MBAETHCI MO30YKOBO-OKYJIOPEHATbHUM
cunzgpomom, abo CORS [22]. OckisbKu BUsiBIEHUI
reHeTUYHUII BapiaHT Ipe/ICTaBIeHUI y TeTepPO3UroT-
HOMY BapiaHTi, NAI[ilEHTKA € HOCIEM MATOT€HHOTO Ba-
pianrta rena NPHP1.

3a orpumannmu Hamu pedysasratramu NGS i XMA
Pa3oM i3 BUIIE3raJlaHuMK KJIiHIKO-1ab0paTOPHUMIM
JIOCJI/KEHHSAMU JIIaTHOCTOBAHO B JIIBUMHKU CHATKO-
BUU AeTifipaTaliiHUN CcTOMATONUTO3 | THIy
(Hereditary Dehydrated Stomatocytosis type 1,
DHS1) y noeananHi 3 3aTpUMKOIO 1ICUX0(hi3NIHOTO
PO3BUTKY.

[iaxin mo mikysanus DHS nepenycim nepenbayae
BCTAHOBJIEHHS TOYHTO J[IarHO3Y HEIMYHHOTO T€MO-
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aizy. CrnenmivHoI Teparrii 1151 TeMOJIi3y He iCHYE,
i TPU CUMIITOMATUYHI aHeMil eIMHIM e(heKTUBHUM
METO/IOM 3aJTUTIAEThC TPaHC(y3iliHa Teparisi.

Y narientis i3 DHS, 30xkpema, 3 naToreHHrMY Ba-
piaaTtamu B reni PIEZO1, 3a3Bnyaii He TPOBOUTHCS
CILJIEHEKTOMis Yepe3 BUCOKUI PUBUK ITiCJIsIonepa-
LIITHUX TPOMOOTUYHUX YCKJIaHEeHb (apTepiajbHuX
i BEHOBHUX, Y T.4. TPOMOO3Y BOPITHOI BEHU Ta Jiere-
HeBol TinepTensii) [28]. Oxnak, 3Baskaloun Ha Ma-
CUBHY CILIEHOMETaJIi0, TabopaTOPHi 0O3HAKH TiTep-
CIJIEHI3MY Ta BUCOKUIT PUBUK CIIOHTAHHOTO ab0
TPAaBMATUYHOTO PO3PUBY CEIE31HKH, 3yMOBJIECHUH
JMCIIPOITOPIII€I0 Tijia yepe3 3HauHe 30iIbIIeHHS
00’eMy KMBOTa i yacTi MaAiHHSA, Ta PU3UK POZBUTKY
iH(papKTy cene3iHKu, HaM¥ TPUHHATO PIllIeHHS BU-
KOHATH TepalneBTUYHY ciieHekTomito. [licss mpo-
Be/IEHHS MATOTOBUYNX MPODITaKTUIHNX 3aXO0/IiB
(m1aHOBOI BaKIMHAIIT TA 101aTKOBOI iIMyHi3aIlil
MTPOTH THEBMOKOKOBO1, MEHIHTOKOKOBO1, TeMO(iJIb-
HOI iH(EKIIiiT) 3 METOI0 3HIKEHHS PU3UKY iH(DEKITi i
[13,34] matienTINi yCITinIHO MPOBEEHO JIiKYBAJIbHY
CTLIEHEKTOMITO, TICJIS SIKOI AUTUHI PEKOMEHIOBAHO
podiakTHYHY MEHIUITHOTEPATTIO B IEPIITi 3 pOKK
ITiCJISA oTIeparlii Ta XeJIaTOPHY Teparriio yepe3 PO3Bu-
TOK TSI’KKOTO TlepeBaHTa’keHHs Fe 3 KOHTpoJieM cu-
poBatkoBoro Fe ta hpepurtuny [5].

BucnoBku

[lerimpaTyiounii CiaIKOBUM CTOMATOIIUTO3 | THITY
B JIiTeli € PiJIKICHIM 3aXBOPIOBAHHSM, 110 MOKE MaTH
TSKKUI KITHIYHUIT epe0ir i3 reMoTpancdysiiiHoIo
3JIEXKHICTIO I MACUBHOIO TelaTOCILIEHOMETAJTIEI0 Ta
3HAYHUMU TPYAHOIIAMU B [liarHocTyBaHHI. HasiBHiCTD
NBOX BapianTiB mytaitiit y reni PIEZ01: ¢.5590C>T
(p-Arg1864Cys) ta c.76C>T (p.Arg26Cys) Mosxe 110-
ripIIyBaTh KJIiHIYHUIT epebir 3aXBOPIOBaHHS, OCH-
JIIOI0YH TeMOJTi3, IO TIPU3BOIUTD JI0 aHEMIT TSIKKOTO
CTyIIeHs 1 ImiBUIeHoi moTpebu B TpaHcdysiiiHiii Te-
parii. CBoe4acHe KOMILIEKCHE 00CTEKEHHS, IO Tie-
penbayae MopoJIOriYHMI aHaIi3 KPOBI Ta MOJIEKY-
JIIPHO-TEHETUYHE TECTYBAHHS, € KIIOYOBUM JIJIs
BCTAHOBJIEHHSI TOYHOTO JIiarHO3Y Ta 0OpaHHSI OITH-
MaJIbHOI TAKTUKY BeIeHHS IAI[ICHTIB 31 CIIaIKOBUM
CTOMAaTOIMTO30M. PaHHE BCTAHOBJIEHHS JIarHO3Y
CIAIKOBOTO CTOMATOIUTO3Y MA€ KPUTHUUHE 3HAUEHHS,
OCKIJIbKU 11€ 3aXBOPIOBAHHS MOXKE CYITPOBOJIKYBATH-
cs CepliO3HUMU YCKJIQIHEHHIMU, TAKUMHU SK TiTiep-
CIIJIEHI3M, DUBHK iH(DAPKTY Cee3iHKH TOIIO.

Hamr kaiHigyHui BUIal0K CBIYNTD, 1110 JiarHocC-
tyBanHs DHS1 Moske 6yTu CKIaiHuM, a BCTAaHOB-
JIeHHd J[iaTHO3y MO’Ke 3aTPUMyBaTucCsd 4yepes
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HEeJOCTAaTHIO HACTOPOKEHICTh. 3aCTOCYBaHHSI
NiaTHOCTUYHOTO aJTOPUTMY Jaji0 HaM 3MOTY
BUSIBUTHU MOJKJIMBI HOBI Kay3aibHi MyTaitii (causal
mutations) ¢.5590C>T (p.Arg 1864Cys) ic.76C>T
(p.Arg26Cys) y reni PIEZO1, axi panimuie He Oy/iu
oIIMcaHi, 10 BIIMBAIOTh HA arpecuBHUN repeoir
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