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CKnagua MDKQucuunninapua namono2ia:
EnigeMionoziq, gia2Hocmuka 1 cyuacui nigrogu
(0 mepanil xsopobu Towe B YKpaiui

19-21 rpaeHa 2021 poky B Kuegi Big6ynaca HaykoBo-npaktuuHa koHdepeHuis «Hoei mo)xnueocri Ta He-
BupilleHi NUTAaHHA remartonorii». Lia nogia 6e3 nepeb6inbieHHs 3Hauywa ak anga Acouiauii remaronoris
YkpaiHum, Tak i gng Bcix nikapie cymidkHMX cneyianbHOCTEN, ap)ke 6ararboM i3 HUX AOBOAUTBCSA MATU CMPABY
3 nauieHTaMm, B SIKUX BUSIBJIEHO narosorito Kposi. Mig yac po6ouyoi nporpamu 6yno sacnyxaHo gonosigi
HOA TOKi OKTyanbHi TeMU, K BNIPOBAKEHHS CYyU4UCHUX NMPOTOKOJIB JIIKYBAHHS FeMATOoJNIOriYHuX i OHKorema-
TONoriYHUX 3aXBOPIOBAHDb, PEECTP i NoAanblle améynaropHe i npodinakTMYHe NiKyBaHHS XBOPUX HO reMo-
$inito; moBUNOCA TAKOXX i NPO NPAKTUYHI ACNEKTU BeAEeHHS NALEHTIB 3 OHKOreMaToIoriyHoI0 NATOJNOri€lo.
Oco6nuBy yeary 6yno npugineHo giarHocTuui i NikyBaHHIO nauieHTiB i3 xsopo6oio FNowe (XI) — BoHa ctana

TEMOIO OKPEMOro careniTHOro CMMnosiymy.

Kniouosi cnoBa: rniokouepebposupasa, xsopoba lowe, pepmeHTHMI aHanis, XiTOTpio3uaasa, renarocnaeHomeranis,
TpomboumTONeHis, KICTKOBMI Kp13, ¢pepMeHTHa 3aMicHa Tepanis, iMirnouepasa, senariouepasa anbga, Tanirnouepasa anbdpa

I1poGaeMHUM MUTAHHSIM 1iarHOCTUKU
XTI mpucBsiTUIA CBill BUCTYII 3aBimy-
Bay Bingisienns remaroJorii Kuis-
CBHKOTO0 00JJACHOT0 OHKOJIOTIYHOTO JINC-
nancepy, rojosa I'O «Acouianis
remMaroJioris Ykpainu», eKkcneprt podo-
qo0i rpymn MO3 Ykpainu 3a HanpssMomM
«Opdanni 3aXBOpIOBAHHS», KAHAUAAT
MeauyHux Hayk Ipuna PagomupiBna
T'aproBchbka.

XBopoba lome — Halimomupe-
Hillle BpOIIXKEHE CXUJIbHE J10 MPOTPeCyBaHHS 3aXBOPIOBAHHS
JIi30COMaJIbHOTO HAKOTIMYEHHS, 3yMOBJIEHE 1e(DeKTOM reHa,
SIKMI BIiIOBIJA€ 3a CUHTE3 JIi30COMAJIbHOTO TiApOJiTUY-
Horo (hepMeHTy TJIIoKolepedpo3raasu. Y pe3yabraTi gedi-
LIUTY OCTAaHHBOI B Jli30coMax MakpodariB HaKOIUYYETHCS
MaTOJIOTIUHUI CyOCTpaT TIIIOKOLepeOdpo3ul. YHaACIiI0K
LIOTO (DYHKIIisI MaKpoariB MOPYIIYEThCS, i BOHU MIEPETBO-
protoThes Ha KinitTuHU Tomne. OCKibKY TIIOKO1EpeOpo3n-
Jla3a MiCTUThCS B Makpodarax ycix TkaHuH, XI' BBaXKaeThCs
MOJIiOpraHHOO MAaTOJIOTIEI0, TIPU SIKill y MAaTOJIOTiYHUI MPO-
11eC 3aJly4aloThCsl KiCTKH, TeYiHKa, JIeTeHi i cese3inka i sika
3arPOXKYE KUTTIO.

Tun ycnmankyBaHHst XI' ayTocoMHO-pelieCUMBHU. 3a-
XBOPIOBAHHS 3 OJTHAKOBOIO YaCTOTOIO CIOCTEPIra€Thes
B 3KiHOK i 4oJ10BiKiB. Ha chorogHi onrcano nmonazn 200 my-
Talliii, 1110 TPU3BOAATH 10 AeeKTy (hepMEHTY TIIOKOIepe-
O0po3uaa3u, 3HUXKEHHS MOTro CTabiIbHOCTI i aKTUBHOCTI.
Yacrora XI' cranosBurh 1 Bunagok Ha 40-60 Tuc 3araib-
HoOI monysii, a cepea €eBpeiB almkKeHasi — 1 BUmamok
Ha 500 oci0.

Buninsiors Tpy 0OCHOBHUX THIM 3aXBOPIOBAHHS:

e [ TuI — He HeBponaTUyHa (BicuepaibHa) hopMma, Hail-
romupeHina (95% BumankiB), Mae XpOHIYHUM Tepedir
i HE CYMPOBOIXKYETHCS HEBPOJIOTIYHUMHU MTOPYILIEHHSIMM,

e [l Tum — rocrpa HeBporaTuuHa popMa, Ky 1iarHOCTY-
I0Th Y JIiTeil BikoM 1-2 pOKH Ta siKka XapaKTepU3Y€EThCS 3710-
SIKICHUM T1epe0iroM i BUCOKMM piBHEM CMEPTHOCTI;

e [II Tunm — migroctpa HeBpomatu4yHa opmMma, Ky aia-
THOCTYIOTb Y T UTITKIB.

Cranom Ha 2020 pik B YKpaiHi nepe0yBa€e Ha 001Ky 58 ma-
uieHTiB i3 XTI, i3 Hux — 4 nanientu 3 111 Tunom 3axBopio-
BaHHSI.

Taxum ynHoMm, yacrota XI' I Tuny B Ykpaini B 14 pa3is,
a III Tuny — B 100 pa3iB Huxua, Hixk 3arajoM y cBiTi. [To-
ni0Ha KapTUHA, iIMOBIpHO, 3yMOBJIEHA TiMOAiarHOCTUKOIO
LIbOTO CTaHY, 110 OB’ 43aHO 3 HEJOCTATHbOIO 00I3HAHICTIO
MEIMYHOI CHiILHOTU 1100 OO0 Op(aHHOIo 3aXBOPIO-
BaHH4. Lle cTocyeTbes nepeBakHO MeaiaTpiB, CiMeMHUX Jii-
KapiB, TAaCTPOCHTEPOJIOTIB i AUTSIYMX i TOPOCIMX TeMaTOJIOTIB,
JI0 IKMX 3a3BUYail 3B€PTAIOTHCS MALli€EHTH.

Kpim cknanHolIiB y giarHOCTU1 MTPOOJIEeMHUMU 3aIM 1A -
I0ThCSI TUTaHHS 3a0e3MeYeHHs rpenapaTaMu GepMeHTHOT
3amicHoi Teparnii (P3T) i mepeBeIeHHS 3 OAHOTO TpenapaTy
Ha iHIuMi. 3a0e3MeveHiCTh MalliEHTIB MpernapaTaMu 3aMiCHOT
Teparrii ckiragae puoausHo 70%. CporomHi Ha dhapmarie-
BTUUHOMY PUHKY YKpaiHU MPUCYTHI TpU Ipernaparu 3amic-
Hoi Tepamnii XI' iMirmonepasa, Bejaritolepasa i Talirnmole-
paza. 3ayBaxkMMo, 1110 BCi TpY MperapaTv € OpUriHAIbHUMU
i HE MOCTYIAThCS OJUH OJHOMY B €(DeKTUBHOCTI i Oe3melli.
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IlepeBeneHHs Mali€HTIB HA €EKOHOMIYHO BUTiIHIIINM i3 3a-
€00iB 1aCTh MOXJIUBICTb 3a0€3MEUUTH OLIbIILY YACTKY Malli-
€HTIB, 1110 oTpuMYyIOTh P 3T, a TaKOXK BUBLILHUTH KOLITH JIJIST
JIIKyBaHHS iHIIMX opdaHHUX 3aXBOproBaHb. Ha xanb, yacto
Jlikapi 0OSIThCS MEePEeBOUTH MALIIEHTIB 3 iIMITJIOLIEpa3y Ha Be-
Jlarouepasy ajibga uu Tajliraonepasy aibda, He3Baxarouu
Ha MO3UTUBHUI JOCBIi TaKMX KpaiH, K ABcTpanis, Cep0is,
Aunbanis i Kanana.

I3 BnacHMM 10CBiIOM BeieHHS Malli-
€HTiB i3 XI' Big 1iarHOCTUKU A0 JiKy-
BaHHSI Ha TIPUKJIAi ABOX KJIiHIYHUX
BUIIAKiB MOJIIMIACS 3 yYaCHUKAMU
KOoH(epeH1Iil 3aBiayBay BiamijieHHs
inTencuBHoi ximiotepanii 1Y «Inctu-
TYT reMaroJiorii Ta Tpancdysiosorii
AMH Ykpainn» (M. Kuis), nokTop me-
JUYHUX HayK, npodecop Caitiana
OunekciiBaa CiBKoBHY.

CxuagHouti giarHoctuku XI, Kpim
HEBUCOKOI YaCTOTH MATOJIOTi1 B MOIMYJsLlii, 3yMOBJIEHI
i1 MyJIBTUCUMIITOMHICTIO i 0e3/1i44to 3aXBOPIOBaHb 3 aHa-
JIOTIYHOI0 CUMIITOMATUKOIO, 30KpeMa TakKuX SIK 3J7105IKiCHI
HOBOYTBOPEHHSI, OHKOJIOTiIYHi 3aXBOPIOBAHHS KpOBi (J1eii-
KeMis1, JiMmboMa, MHOXMHHA MieJloMa, XpOHiYHa TpaHy-
JIOLIMTAapHa JIeliKeMist), ayTOiMyHHi 3aXBOPIOBaHHSI, LIMPO3
MEeYiHKY Ta iHIIII.
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B ocHoBi mopeni BegeHHs nauieHTiB i3 XI neXxutb
CBO€YacHa pgiarHocTuka nartonorii 4o po3BUTKY
HEe3BOPOTHUX YycKilagHeHb. Mo4yaTkoBi nposiu XI
| TMNY XapakTepu3yloTbcsl TaKUMU remaTosnoriy-
HUMM O3HaKaMWU: CnJleHoMerarsnis, aHemisi, TPOM-
GouuToneHis i CXUnbHiCTb A0 KpoBoTeY. YacTo Big-
noBigHiI ckapru i 3mMiHM B KNiHIYHOMY aHanisi KpoBi
CcTaloTb NPUBOAOM AJi HanpaBJleHHs nauieHTa
00 remaroJora.

OcHoBHi kiHiuHi cumnTomu XTI I Tumny 3a3Buuait mpen-
CTaBJIeHi 3aTPUMKOIO (Pi3MYHOTO i CTATEeBOTO PO3BUTKY B Jli-
Teil, renaTocrijieHOMeraji€lo, aCTeHIYHUM i reMopariyHuM
CUHIpOMaMHM, 00JIeM y KiCTKaX, y TOMY YHCJIi KiCTKOBUMM
Kpu3amu. Po3BUTOK ycKilaiHEHb MPU3BOAUTD 10 TTOPYIIEHHS

PYXJIMBOCTI B Cyryio0ax (yHAcCiloK PO3BUTKY aCeTUYHOTO
HEKpOo3Y) i MaTOJIOTiYHUX TIEPEJIOMIB.

3on0TUM cTaHAapToM NabopaTopHoi giarHoc-
TUKN XTI € pepMeHTHUN aHani3, 3a JOMNOMOIOl0
SIKOro BU3Ha4yaloTb aKTUBHICTb rnokouepebpo-
3upasn B nemkouutax Kpoei abo ¢ibpobnacrax
wkipun. Y pasi XI pesynbrat pocnip)XeHHs cra-
HOBUTb MeHLwe 30% Big HOpManbHOT aKTUBHOCTI
depmeHTy. LLle ogHUM hepMeHTOM, BU3HAUYEHHS
AKTUBHOCTI IKOro € BaXXNTMBUM A1l BCTAHOBNEHHS
CTyrNeHs TAXKOCTi XBOpoOu i pe3ynbTaTUBHOCTI fli-
KyBaHHS, € XiToTpio3npasa. MaudieHTam i3 nigos-
poto Ha XTI TakoXX NOTPiGHI MoneKynspHUI aHani3
i KOHCynbTaLis reHeTUKa.

3MiHu B 3arajbHOMY aHami3i KpoBi (3AK), sIKi MOXyThb
BKa3yBaTH Ha HasiBHicTh XI: aHeMis; JIeliKOIIeHis i TpoM0o-
LIMTOTIEHIS Pi3HOTO CTYIEHS TSKKOCTI. bioxiMiuHuMii aHai3
kpoBi (BAK) nae ysiBeHHs 1po piBHi TpaHchepuHy i hepu-
TUHY CUPOBAaTKU KPOB.

AiarHocTnyHO BaXxnmBolo o3Hakoto npu XI € rinep-
depuTtnHemis, iky cnocrepiratotb y 87 % nauieHTiB
i3 | TMINOomM 3axBOplOBaHHS.

BumnankoBolo 3HaxigKo1o mpu 0ioICii KiCTKOBOIO MO3KY
MOXYTb CTaTu KJIiTuHU [o1e. Ajie BapTo mam’siTatu, 110 Ipu
Pi3HMX MATOJOTIYHUX CTaHAX MOXKYTh OYTU BUSIBJIEHI TCEB-
nokJiTuHU Toire. TakuMU cTaHAMU € MHOXXMHHA Mi€joMa,
Mi€eJloMCIUIasis i Mi€JIOAUCIIIACTUYHI CUHAPOMU, XpPOHIUHA
Mi€enoinHa JeiKeMmisi, TyOepKyabo3 JIeTeHb, MiKoOaKTepio3
i ceprionoaioHOKIiTUHHA aHeMis. Lle nae mincraBu BBaxkaTu
3a3HAYEHUI METOJI 1IarHOCTUKM HEOCTATHBO CrieMMDIYHUM
1 UyTIMBUM. YTiM GioIcCist KiICTKOBOTO MO3KY MOXe OyTH I0-
KazaHa nauieHTtam i3 XI' i mizo3poro Ha HasIBHICTh CYITyTHBOI
reMaToJIOTiYHOI MaToJIOri1.

ITicns minTBepKeHHS AiarHO3y BapTO 30CEpPEeAUTUCS
Ha KOMIUIEKCHIl OILiHLIi BCiX aCIeKTiB 3aXBOPIOBAHHS IS
BCTAHOBJIEHHSI BUXiIHUX XapaKTePUCTUK, BUHAUCHHS TUITY
®3T, po3poOKU iHIAMBIAyaIbHUX TePANEeBTUYHUX IIiJIeit
i cTparerii MOHITOPUHTY CTaHy 300poB’s xBoporo. [1ix yac
MPUAHSTTS PillIEeHHSI CTOCOBHO JIIKyBaHHS Tpeba OLiHUTH
TSKKICTh 3aXBOPIOBAHHS 1 TOKA3HUKM SIKOCTi XKUTTSI.

Oco01MBO BaXKJIMBOIO € PeTeIbHA OlliHKA KiCTOK CKe-
JIETY, OCKiJIbKU MOXYTb HECTIOAiBAHO BUHMKATH HE3BOPOTHI
YCKJIaJHEHHSI, 1110 IPU3BOAATh OO iHBaJliAM3allil.

HactynHuM KpoKoM micjist OLiHKM TSKKOCTI 3aXBOPIO-
BaHHs € nig0ip BinnosigHoi M3T. Pesynvratu KokpaHis-
CBKOTO OTJISITY ITOKA3aJId, IO BIIPOIOBXK TepIroro poky ®3T
pi3Hi peKOMOiHAHTHI IpenapaTy € 0iOMOAIOHMMMU i 3icTaB-
HUMM 110710 Oe3I1eKH i epeKTUBHOCTI (Tab1. 1).

Takum ynHOM, JiKyBaHHS mauieHTiB i3 XI' moLiJbHO
IIPOBOIUTH OYIb-SIKUM ITOCTYITHUM TipernapatoM st O3T.
Jlikap Mae 3a0e3reunTy Nali€eHTOBI:

Tabnunus 1. NMopiBHSANbHA epeKTUBHICTL Pi3HUX PEKOMBIHUHTHUX
npenaparis gns ®3T npu XI' | tuny (Elad Sh. et al., 2015)
Imirniouepasa Benarniouepasa Tanirniouepasa
Grabowski, 1994 Zimran, 2010 Zimran, 2011

Kinbkictb nauienTis 15 12 16

Temorno6in +23,7 +19,2 +19,3
TpombounTu +43,5 +67,6 +72,1
Poamip neyinku 21,4 -18,2 11,1
Poamip cenesinku -47,1 -49,5 -38,0
Xitotpiosupasa NA -74,2 -50,0
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Tabnvus 2. Kpurtepii kniHiuHoi knacudikauii crynens tsaxkkocri XI' | tuny B gopocnux

CTyniHb TSXKKOCTI Jlerkui

MomipHuii (npuHaMHI oauH
i3 HaBeJeHUX KpUTePIiB,
ane He TSHXKKOFO CTyneHs)

Tskkwuii (oaMH a6o Kinbka
3 HABEAEHNX KPUTEPIiB)

60 Op/kr/2 Tx

3 pesynsraramu MPT a6o KT)

Tepanis [MHaMIYHKI Harnag 30 Oa/kr/2 TMX BHYTPiLUIHbOBEHHO BHYTPIIHBOBEHHO
Temornobin, r/pn >10 8<10 <8
Tpombouuty, /MM3 >100000 50000-100 000 <50 000
Poamip neuitkn (MN) [06'emHa

MOrHITHO-pe30HaHCHA abo <1,25 1,25-2,5 >2,5
komn'totepHa Tomorpadis (MPT, KT)]

Poamip cenesinku (MN) (3rigHo <5 5-15 >15

HopmanbHa iHTeHcueHicTb /
nerke 3MeHLWeHHs iIHTEHCUBHOCTI
curHany Ha MPTT1/T2

YpaxenHs ckenety MPT

3HAYHE 3MEHLLEHHS IHT@HCUBHOCTI

o S aIABTIT 2 e L

HesHayHa ocTeoneHis
(MLKT: Z-nokasHuk He HMxXye
-1,5SD)

[lBoeHepreTMYHA peHTreHiBCbKa
ab6copuiometpis ([IEPA)

MomipHa ocTeoneHis
(MLLIKT: Z-noka3suuk gig -1,5
go -2,5 SD)

HapMipHa octeonenis
(MLLKT: Z-nokasHuk He HMxX4e
-2,58D)

DNedopmauis y Burnagi konbu

Pentrenorpadis Epnenmeiiepa

* ABaCKyNSPHUI HEKPO3
* [aronoriyHi nepenomu
* XpoHiuHi 6oni B KicTkax
* 3MiweHHs cyrnobis

ACHMMNTOMATHYHI AINSHKM
GBACKYNSAPHOrO HEKPO3Y

Bincotok xupy B KicTkoBOMy MO3KY

(Ff) MeToa: QCSI (skwo pocTynHuii) F£>23% (wopma: 27% < Ff <55%)

Ff<23%

<15 000 (a6o <7500 y Hociis

AKTUBHICTb XiTOTPiO3MAA3M ALt
MyTaLii xiToTpiosuaasu)

>15 000 (a6o >7500 y Hociis
MyTauii xitoTpio3naasm)

e noctym 1o P3T i 6e3nepepBHOTO JTiKYyBaHHS;

e HeoOXxinHy no3y 3aco0y ®3T BiAMOBIAHO A0 TSKKOCTI
nepebiry 3aXBOprOBaHHS 3TiTHO 3 KPUTEPisIMU KJIiHIYHOI KJ1a-
cudikarii (Tadun. 2);

e JIIKYBaHHSI CYITyTHIX 3aXBOPIOBaHb TSI YHUKHCHHS 110~
JaablInX yeKiagHeHb XI;

e [IOKPALLIEHHS SIKOCTi KUTTSI.

J1s Kpaioro po3yMiHHS TPAaKTUYHUX aCIEKTiB BEACHHS
nauieHTiB i3 mimo3poro Ha XI' po3riassHeMo 1Ba KIiHIYHI BU-
MaaKu.

KAiHiuHMit BUNaAoK 1

MauieHT, 75 pokiB. Ynepwe giarHo3 X[ BCTaHOB-
neHo 1998 poky, nigTBepaxeHo B HauioHanbHin gu-
TAYiN cneuianizoBanin nikapHi (HOCJ) «OXMATONT »
201112018 poky:

e (DEPMEHTHMIN aHani3 — 3HUXKXEHHA aKTUBHOCTI
6eTa-rnoko3ngasn fo 2,7 mmonb/rog/mr (Hopma
>4,1 mmonb/roa/mr);

e MonekynspHa giarHoctuka XI — BUsIBIeHO ABa rete-
PO3UrOTHMX NaToOreHHMX BapiaHT reHa GBA, ayToCOMHO-
peLecuBHUIA TUN yCNaaKyBaHHS;

e KOHUeHTpauia rrmokosunuepamigy (lyso-GB1) —
762,0 Hr/mn (Hopma <10,0 Hr/mn).

B aHamHesi: pesekuia cenesiHkvn B 1998 poui; rena-
Tomerania, AedopMiBHUIA apTPO3 NPaBoro KysbLUOBOro
cyrnob6a (2006 pik), lll rpyna inBanigHocTi. Mig yac ornagy
CKapXXmBCs Ha cnabkicTb, BTOMY, 6inb Y KiCTKax, KynbLUO-
BWX Cyrrno6ax, NiBoMy KOMiHi.

MPT KynbLoBux cyrnobis BusBmna 03Haku npa.o-
6i4Horo KokcapTpoasy lll cTyneHs 3 audysHMn naro-
NOriYHUMU 3MiHaMU CTPYKTYPU KICTKOBOrO MO3KY CTer-
HOBOI KICTKM Ta aueTabynsapHOi 3anagnHu npasopyH,
AKi, ypaxoBytOUN aHAMHECTWUYHI AaHi, MOXYTb Bifno-
Bifatn octeoHekpody Ha Tni XI'. MP-o3Haku nomip-
HOrO eKcyfnaTMBHO-MNposidhepaTMBHONO CUHOBIITY npa-
BOro KymbLLOBOro cyrnioba 3 BiflbHAMW XOHAPOMHUMM
Tinamu; niBo6iyHoro kokcapTposy |l ctyneHs Ha Thi
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Puc. 1. 3meHLueHHs po3MmipiB cenesiHku i neviHku Ha Thi 36-micaunoi 3T ranirniouepasoto ansda (PB-06-001; PB-06-003)
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GemMopo-aLeTabynapHOro iMNiHOKMEHTY 3a 3MilLaHUM
KYna4ykoBO-NiHLETHUM TUMOM, NiBOGIHHOIr0 30BHILUHLOrO
CUHAPOMY KrnauaHHs cterHa. MP-o3Haku BOrHuUL, oc-
TEOHEeKpO3y B KiCTKax Tasda 3a3Ha4yeHoi nokanisadii,
CTpec-peakTUBHMX 3MiH KPMXKOBOI KicTKM. CUCTEMHMIA
OCTEeOonopos.

3 2019 poky noyas ®3T Tanirnouepasoto anbga
B #03i 60 Op/kr 1 pas Ha 2 TuxHi. [NepiognyHo BinbyBa-
nvca nepepsu B MiKyBaHHI, ki cynpoBogXXyBanucs no-
ripLeHHsM cTaHy xsoporo. 3 rpyaHsa 2020 poKy oTpuMye
®3T Ha nocTilHin ocHogi. Ha xanb, ®3T po3noyaTo
nicna po3BUTKY HE3BOPOTHMX KiCTKOBUX 3MiH, TOMY
NOBHWUIN perpec CUMMNTOMIB HEMOXIMBUIA. YTiM 3acTo-
cyBaHHsa ®3T HaBiTb Ha LUbOMY eTani 3axBOPIOBAHHSA
3anobirae noganbLLIOMy NPOrpecyBaHHI0 yCKNagHeHb
i NiATPUMYE AKICTb XUTTS XBOPOTO.

KAiHiYHMI1 BUNaaok 2

MauieHT, 72 pokun. YnepLue giarHo3 XM BCTaHOBNEHWN
2011 poky y 3B’A3Ky 3i crineHomerarieto, sika cyrnposo-
IXXyBanacsi CUHOPOMOM rinepcnieHiamy, TpPoM6oUnUTO-
neHieto (MiHimanbHun pieeHb — 30 Tvc). [iarHo3 nigTeep-
mxenni y HOCIT «OXMATONT» 2019 poky:

e poBefeHa cTepHasibHa MyHKLUs — BUABMEHI KIITUHW
[owe;

e (PepMEeHTHUA aHani3 — 3HUXEHHA aKTUBHOCTI
6eTa-rnoKo3naasmn 4o 2,2 HMonb/rog/mr;

e MOSeKynspHa giarHoctuka XIT — BusiBfieHa MyTauis
Asn409Ser y reHi GBA B roMO3UroTHOMY CTaHi.

OcHoBHi ckapru: 6inb B eniracTpii, 36inbLUEHHS X1BOTA,
HOCOBI KpOBOTEN, NiABMLLEHa CTOMIIIOBAHICTb.

3AK Ha MOMeHT npuaHadeHHa O3T: TpoM6éounTU —
39 Tnc/mm3, wemakicTb ocigaHHa epuTtpouunTie (LLUOE)
56 mm/rog.

VY3 opraHiB YepeBHOi NopoxHUHK (OYI): MediHka i
cenesiHka piBHOMIpHO 36inbLueHi. CTpykTypa cenesiHku
Andy3HO HeoZHOpPIAHA, BUABNAIOTLCA MiNepexoreHHi Bor-
HULLa fiaMeTpoMm 28-48 MMm.

Hexcutometpia — MLLIKT Bignosigae nomipHivi ocTeoneii.

®3T posnoyaTo HanpukiHui 2020 poky. Yepes 4 mic
Tepanii cTaH nauieHTa 3HadyLlie nokpawias. A came:
yCi CKapru 3HUKIN; 3MEHLUUNINCA PO3MIipWN MeHiHKK
i cenesiHKK; HOopManiayBanmcsa nokasHWMKKU KpPOBI;
O3HaK ypaxKeHHsi KIiCTKOBO-CYrno6oBOi CUCTEMU He BU-
SIBNIEHO.

Tanirnouepasa anbda, SKy BUKOPUCTOBYBAJIU IS
JIiKyBaHHSI B 000X KJIIHIYHMX BUMalIKax,— lie MepIlini
cxBajeHuit FDA (YnpaBiiHHS i3 caHiTapHOTO Harsiny
3a SIKiCTIO XapuyoBUX MpoAyKTiB i MmeaukameHTtiB CIIIA)
PEKOMOIHAHTHUU Oi0K, €eKCIIPECOBAHUMN Y POCIUHHUX
KJIiTUHAX, peKOMEHI0BaHM1 IS JIiKyBaHHS Talli€HTIB
i3 miaTBepmxeHuM giarHo3oMm XI' I Tuny. Tanirmouepasa
anbda cxBasieHa y Oibl sk 10 KpaiHax CBITY i J03BOJICHA
JIUIS1 BUKOPUCTAHHS B AiTelt Bikom Bin 4 pokiB. [Ipemapar
BUPOOJISIETHCSI B OTHOPAa30BUX OiopeakTopax, BiH 3axulle-
HU MPUPOAHUM Oap’€pOM BiJ BipyCHOTr0 3a0pyaHEHHS
i He MicTuTh KOMNIOHeHTIB ccaBuiB (Fox J.L. et al., 2012;
Shaaltiel Y. et al., 2007).

besneka it eeKTUBHICTb Tasiraolepasu ajibda B 103ax
30 On/kr i 60 On/xr Oy/11 IIPOAEMOHCTPOBaHI B 6a30BOMY
9-Mics/UHOMY MOABIMHOMY CJIiIOMY PaHIOMi30BaHOMY
pociimkeHHi B mapanenpHux rpymax 111 ¢aszu (PB-06-
001) y mopocaux paHillie HeJliKOBaHMX MalieHTiB i3 XTI’

IIponos:kennd Ha crop. 28.
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CKnagha MiXqucuunninapua namonoais:
enigemiono2iq, giagnocmuka i cyuachi nigxogu
(0 mepanii xsopobu fowe B YKpaini
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(Zimran A. et al., 2012). [TamieHTam, siKi 3aBepUIAIN 10-
caimxkenHst PB-06-001, Gyyio 3aniporoHOBaHO B3SITH Y4acTh
y 6araToleHTPOBOMY MOABIMHOMY CJIiMIOMY paHAOMi30Ba-
Homy pociimkeHHi [T ¢azu 3 2 piBHsIMuU no3yBaHHs: 30 abo
60 Ox/Kr BHYTPIilIHBOBEHHO 4yepe3 TrkaeHb PB-06-003.
OuiHKY e(peKTMBHOCTI ITPOBOAMJIN 3a pO3MipaMu CeJIe3iHKU
i TEeYiHKM, KiJIbKICTIO TPOMOOIIUTIB, KOHILIEHTPAIli€l0 re-
MOIJIOOIHY Ta aKTUBHICTIO XiTOTpio3uaa3u. besmneky oliHio-
BaJIU 3 YaCTOTOI0 HebaxaHux sBunl (HA) i Tutpom aHTUTLN
IIO Talironepasu anboa.

Pesysbratu, orpumani yepes 36 mic Teparii Tazironepa-
3010 ajib(a, BigoOpaxkeHO Ha pucyHKax 1-3.

Otxe, mocmimxenns PB-06-001 i PB-06-003 moxka-
3aJ1M, 110 JIIKYBaHHS TaJiriolepason ajibda BIPOIOBXK
36 Mmic y mopocaux nauieHTiB i3 XI, siKi 10 LIbOrO HE OTPHU-
myBanu 3T, 3a6e3rmeunsio TpyuBaje MOJIMIIeHHs BCixX ¢i-
3UKaJbHUX i Ta0OPaTOPHO-iHCTPYMEHTAIbHUX [TapaMeTPiB
TSKKOCTi 3aXBOpIOBaHHA, 30KpeMa:

* HOpMaJi3allito KiJIbKOCTi TPOMOOLIMTIB i TeMOTJI00iHY;

* 3MeHIIEHHs 00’ €MIB CeJIe3iHKH i IeYiHKM;

* 3HUXXKEHHSI aKTUBHOCTI XiTOTPiO3UIa3U;

* 30iJIbIIEHHS XKOBTOTO KiCTKOBOTO MO3KY, 1110 BiloOpakae
KJIipeHc KiiTuH lome.

Yci HA, noB’sa3aHi 3 TikyBaHHSIM, Oy c1abKMMK abo 1o-
MipHMMH i LIBUIKO 3HUKAJIU.

I3 momoBinaio «Big cumnTomy a0 mia-
FHO3Y — J1iarHOCTUYHMIA aJTOPUTM
xBopoOu lomie» BUCTynuIa JikKap-
nemiaTp neHTpy opgaHHMX 3aXBOPHO-
Baup HICJI «OXMATIUT» MO3
Vkpainu fIna Iropisua Jloponina.

XBopoba loiie — 11e narosoris,
sIKa XapaKTepU3YETbCSI BUPAXKEHOIO
reTeporeHHICTIO KJIiHIYHOI Kap-
TUHMU i IPOrpecyouumM rnepedirom
(Mistry P.K. et al., 2012; Brady R.O.
et al., 1997). Ilopsn i3 renato- i crjieHOMerasi€lo i re-
MaTOJIOTIYHUMU 3MiHAMM Y BUTJISIAI LUTOMNEHIi pi3HOro
cryneHst BupaxeHocTi XI' B miTeit yacTo MaHiecTye KicT-
KoBUMU TiposiBaMu. Came Ha IIbOMY acTeKTi 3yMUHUMOCS
JeTajbHiue.

YpaxeHHs1 KiCTKOBO-CYIJIoOOBOI CUCTEMHU, SIKi € OC-
HOBHUM (paKTOpoM iHBaJlign3allil XBOPUX, CIIOCTEPIraloTh
y 6iibir ik 90% nauienris i3 XI' (Kaplan P. et al., 2013).
Haituacriie ypaskeHHsI 3a3Hal0Th TpyOUuacTi KicTku. B ocHOBI
MaToreHe3y JeXuThb iHDiIbTpallisi KICTKOBOTO MO3KY KJIiTH-
Hamu lo1ue, sika cipuynHse nedopmalilo KiCTOK y BUITISLI
ko010 EpsieHMeepa uepe3 nopyliieHHs MpoLEeCiB peMOoIeIo-
BaHHSI KiCTKHU.

CkeneTHi ypaxxeHHs npu XI' HanyacTiwe nposaBns-
I0TbCs 60NbLOBUM CMHOpPOMoOM. Binb Hecneuundiu-
HUN, HAIOYNI, MOXKe OYTU FOCTPUM 260 XPOHIYHUM,
eni3oANYHUM Y1 NOoCTIMHUM. NMaTOrHOMOHIYHUMU
npu XI € KicTKOBi Kpn3K, sIKi MOXyTb iMiTyBaTV ro-
CTPUN OCTEOMIENIT | CYNPOBOAXKYIOTbCSA CUIbHUM
Gonem, IKMIN YacTo NOTpebye NPUNOMY HAPKOTUY-
HUX aHaNreTUKiB; MMXOMaHKOIO, NIENKOLUTO30M.

ITpu npupoaHomy nepediry XI' 6e3 3actrocyBanHs ®3T
3rofIoM PO3BUBAIOTLCS CKEJIETHI YCKJIaIHEHHS, SIKi Mpo-
IPECYIOTh i 3HAYHO 3HUXYIOTh SIKiCTb XUTTS TMAalli€HTIB
(Marcucci G. et al., 2014):

e XpOHiYHa ilIeMist KiCTKM 3 KiCTKOBUMM iH(apKTaMu;

e OCTEOHEKpPO3 (JIoKaji3oBaHa 3aru0esb KiCTKM), SIKUi
HaiyacTille Bpaxa€e rojoBKY i K0 CTerHa, MPOKCUMAaJIbHI
BiJlIiIN TIJIEYOBOI i BEJIMKOTOMIJIKOBOI KiCTKU i XpeO1li, 1110
CYIIPOBOIXYETHCSI CUJILHUM 00JIEM i IPU3BOAUTD J0 iHBa-
JTimM3anii;

e JIITUYHI YpaKeHHS — HEBEJIMKI epo3il BHACIiIOK JIOKa-
JIi30BaHOTO PYIHHYBaHHSI KiCTKU;

e OCTEOCKJIEPO3 — aHOMaJIbHE 3aTBEPIiHHS a00 301J1b-
IIEHHSI NIIIBHOCTI KiCTKU Yepes TinepakTUBHE 3araleHHsl;
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e KoOJIallC Tijia XpeOlisd 3 BiIpOCTaHHSAM Iepudepul-
HUX KJIITUH, «IIPOBUCAHHAM», (hopMyBaHHIM H-monioHo1
(opmu. IMpusBoaUTH 10 BidyasbHOTO AehekTy i/abo mepe-
JIOMY XpeO11s;

e pYIiHYBaHHS KiCTOK a00 Cyrjio0iB, siKi MOXYTb IPOSIB-
JISITUCS Y BUTJISII IHTEHCMBHOTI'O, YaCTO XPOHIYHOTO, 0010,
iHBasiaM3aii i/ad6o nedopmallii KicTOK; MOXe OXOILTIOBAaTH
MaToJIOTiYHi MepesioMu, KoJarc.

€IMHUM CITOCOOOM YHUKHEHHS BCiX Ha3BaHUX YCKJIAM -
HEHb i paHHbBOI iHBaJIiAN3allii € BYaCHE BCTAHOBJICHHSI Jlia-
rHo3y i mpusHaueHHs P3T.

MeTtoau KJiHiYHOro i J1a00paTOpPHOro 00CTEXKEHHS
3a mino3pu/HassHocTi XI':

1. 3AK 1151 BUSIBJIEHHST LATOTIEHiI.

2. BAK, ne HaityacTinii 3MiHUM MpeACTaBJICHI MiIBUILIEH-

HsiM piBHS peputuny, pinko AJIT, ACT i 6inipy0iny.

3. Koarynorpama, B sIKiil MOXe cIiocTepiraTucs 30i1b-
LLIEHHS MPOTPOMOIHOBOTO Yacy.

4. Y31 i MPT neuinku i cene3iHKH, sIKi 1al0Th MOXKITUBICTb
BUSIBUTU BOTHUIIEBI ypaXKeHHsI i BU3HAUMTH 11OYATKO-
BUIi 00’€M OpraHiB, 110 HEOOXiTHO /151 TTONATBIIOTO
KoHTpomo edpektuBHOCTI D3T.

5. lencutometpist i MPT — HaitGinb yyTiuMBi MeTOAM,
Ha BiIMiHY Bil peHTreHorpadii 1ormomaraoTb BUSIBUTH
ypaxkeHHs KiCTOK (OCTeOoIeHit0, iH(hiIbTpallito KicTKO-
BOTO MO3KY) Ha paHHIX CTaisIX.

6. JocaimkeHHs: GyHKIIT HEPBOBOI CUCTEMHU, 30KpeMa
JOCHIIXKEHHSI pyXy O4eil, J0JaTKOBI HeiipoodTaibmMo-
JIOTiUHI TecTu, aHalli3 nepudepiiHOro CIyXy, TOMO-
rpadist Mo3Ky, eiekTpoeHIedantorpadis i Heliporncu-
XOMETpis.

7. donmnep-exokapaiorpadisi B Mali€HTiB IiCJIsI CILICH-
eKToMil.

8. MopdooriuHe goOCHiAXeHHSI KiCTKOBOTO MO3KY
Ha CbOTOIHI HE € 000B’I3KOBUM IS AiarHOCTUKY X,
YpaxoBYyIOUM iHBa3MBHIiCTb METO/Y i BUCOKY YacTOTY
XMOHO-HEraTUBHUX PE3YJIbTaTiB, OHAK BiH JOMIOMAarae
BinnudepenuitoBatu XI Bix iHmux gimdonporidepa-
TUBHMX 3aXBOPIOBAHb.

9. CneuundivHa piarHoctuka XI, sika mosisirae y BU3Ha-
YeHHI aKTUBHOCTI 0€Ta-ITI0KO3MAa31 (3HIKEHHS 10 5%
BKkasye Ha XI') i myrauii B reHi GBA.

Onsa ckpuHiHry XI' mo>ke BUKOPUCTOBYBaTUCS
MeTop, «CyXOi NASIMU KPOBi», IKY OLLiHIOIOTb Y Nla-
G6opatopii ARCHIMED (ABcTpis) abo CENTOGENE
(HimeuyuynHa). BogHo4ac BapTo 3ayBaXkUTH, L0 pe-
3ynbTaT 3a3HA4YeHoro aHanily He MoXke OyTu nig-
CTaBOIO AN BCTAHOBNIEHHS AiarHo3y i mae 6yTn
nigTBepaKeHUN y nabopatopii LeHTpy opdaHHUX
3axBoptoBaHb HAC/T «OXMATAUT» BumiptoBaH-
HSIM aKTUBHOCTi OeTa-rnoKo3uaasmn B nenkoumTax
LiNbHOT KPOBi.

Ha xanb, pinkicHicTb maTosiorii, mizHsa MaHidecranis,
pi3HOpimgHiCTh i HecneM(iUYHICTh MPOSIBIB, a TAKOX He-
JIOCTaTHS 00i3HAHICTh 1100 1iel XBOPOOU cepes JiikapiB
pi3HOro Mpo@diato YacTo MPU3BOASTH 10 Mi3HBOI JiarHOC-
tuku XI' (Mehta A. et al., 2015). 3rigHo 3 BIaCHUMM CIO-
CTepeXeHHSIMU LeHTpY opdaHHMX 3axBoproBaHb HJICJI
«OXMATIOHWT», nianazoH mosiBU MOYaTKOBUX TPOSIBiB
3aXBOpPIOBAaHHS KOJIMBAEeThCs Bifg 1 1o 45 poxkis, i3 ce-
penHiMm BikoM MaHidecTallii 8 pokiB. 3aTprMKa BCTaHOB-
JICHHSI iaTHO3Y CTAaHOBUTH 3 POKM B IiTeil i 1o 8 pokiB
y mopociux. binabm gk y 35% XxBOpuX HiarHO3 BCTAHOB-
JIIOIOTh HEBIpHO.

Hacainku nepuacHoi giarnoctuxu XI' i npusnavenns O3 T:

e HeyXuJbHE MPOrpecyBaHHs 3aXBOPIOBAHHS;

e TiABUIIEHUI PU3UK BUHUKHEHHS aBaCKYJISIPHOTO He-
Kpo3y;

e HEKOHTPOJbOBAaHA KPOBOTEYA, OCOOJIMBO MicCs Xipyp-
TYHUX BTPYyYaHb;

e JiereHeBa TilepTeHsis;

e 3aTpuMKa pocCTy;

e (barajibHa CENTULEMIsI, IEPEAYCiM y Malli€HTIB ITiCIIs
CIUIEHEKTOMil;

e [IATOJIOTIYHI IepesIoMU / KiCTKOBI iH(papKTH;

e HEIMoOTPiOHi/HEBIAMOBIAHI OOCTEXKEHHSI;

e HealeKBaTHa, a iHOMI i HeOe3euHa Tepartis.

3 iHmoro 60Ky, B4acHo po3nouata ®3T gae MOXKIU-
BiCTh MiHiMi3yBaTu MpOSIBU 3aXBOpPIOBAaHHS i 3a0e3Iie-
YUTU BUCOKY SIKiCTh XUTTS nauieHTam i3 XI. B Ykpaini
npusHauyeHHs D3T 31iliCHIOIOTH KOMICiifHO, BiIITOBITHO
no Hakazy MO3 VYkpainu Bin 12.05.2015 Ne 50 «ITpo 3a-
TBepaXeHHs [TooXeHHs Mpo KOMicilo IJ1s1 BU3HAYEHHS
HEOoOXiHOCTiI B NMpU3HAYEHHI, BiIMiHi, epepo3noaiai
JIiKapCchKUX 3aC00iB Ta BIAMOBIIHUX XapuOBUX MPOAYK-
TiB JJI CIIeLiaJbHOIO Ji€ETUYHOIO CIOXMBAHHS, 110
3aKyMOBYIOThCS 32 PAXyHOK KOIUTIiB Jep>KaBHOro 010-
JIKETY, a TAKOX IHIIUX JKepes, He 3a00pOHEeHUX 3aK0-
HOJABCTBOM, Y TOMY YMCJi ryMaHiTapHOI JTOIMOMOTH,
rpoMajsgHaM, SIKi CTpaxkJaroTh Ha piakicHi (opdaHHi)
3aXBOPIOBAHHSI».

Baxxnueo nam’'sataTtu, Wo B pas3i nepepuBaHHS
nikyBaHHs a6o HeoNTUMaNbHOrO peXumy Te-
panii MoXxnuBe nporpecyBaHHsi XBOpoOU KicTok
abo X He3BOpOTHe NolwkoaXXeHHsA. Came ToMy
BHYTPilWHbOBEHHI iH}Y3iT 3acob6iB P3T BMKOHY-
I0Tb perynsipHo, a go3y nigéupatoTtb iHaMBIAY-
anbHo, BigNoOBigHO A0 KNiHIYHOrO cTaHy NauieHTa.
[ng KOHTpoJIO afeKBaTHOCTI Tepanii Ha NOCTiNHIN
OCHOBI (KOXHi 6-12 mic) ¢axiBui pisHMX cnewi-
anbHOCTEeN NPOBOAATb KOMMIEKCHUA MOHITOPUHT
ycix napameTpiB 3aXBOpPIOBaHHS.
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VY neniatpiB i AUTAYMX reMaTOIOTiB Ma€ OyTU 0COOIMBA
HacTopora o0 XTI, amke yacTo 3aXBOpIoBaHHS MaHi(ecTye
caMme B IuTsidyoMy Billi. HeoOXigHO po3yMiTH yCKJIaaHEHHSI,
3 IKUMM TT0B’s13aHe BigcTpoueHHsa P3T, i BuacHO Harpas-
JISITU TIALIEHTIB Ha crieliniyHy IiarHOCTUKY i TToAable
JIIKyBaHHSI.

JlerasnpHillle mpo 0coOJIMBOCTI J1abo-
paropHoi miarHoctuku XI' B Ykpaini
po3IToBiya 6iosor BUILOT KaTeropii Ja-
OopaTopii MeIUYHOT reHEeTHKH LEHTPY
opdannux 3axsopwosBanb HJICJI
«OXMAT/IMUT» Csitiana Boxogumu-
pieHa Kopmos.

Anroputm niarHoctuku XI' ckia-
TIAETHCS 3 TPHOX MOCIiTOBHUX KPOKIiB.

1. BuzHayeHHs aKTUBHOCTI [TIOKO-
nepedpo3uaasm.

J17151 IbOrO BUKOPUCTOBYIOTh JIBA OCHOBHI 0iOXiMiuHi Me-
TOIIU:

e (hJITOOpOMETPUYHE BU3HAUYECHHS aKTUBHOCTI OeTa-
rIIoKoepedpo3unasu B cyxiit miasmi kposi (DBS) i winpHil
kposi 3 EJITA (neiikouurn);

e TaHaeMHa Mac-crnekTtpomerpist LC-MS/MS, matepia-
JIOM JIJIS SIKOI € cyXa TUIsiMa KpOBi.

2. BusBieHHs] BTODHHHUX 0ioXiMiYHMX MapKepiB, SIKi CBi-
YaTh NPO HAKOMHWYEHHS CYOCTPATy B KJIiTHHAX.

J171s1 LIbOTO BUKOPHCTOBYIOTb:

e (hIIOOPOMETPUYHE BU3HAUCHHSI aKTUBHOCTI XiTOTpio-
3unasu B miasmi Kposi (Wallac 1402 Victor Multi Label
Counter);

e TaHIeMHy Mac-criekTpoMeTpito LC-MS/MS s Bu3Ha-
YeHHs piBHA DmokosuinepaMiny (Lyso-Gbl) B cyxiit msmi
KpOBI.

3. BusiBinenns myrauiii y reni GBA.

3a manumu HGMD® (basza maHux MyTtauiil y reHax Jio-
nuHn — Human Gene Mutation Database) 2020, onrcaHo
noHan 540 myrawiit y reni GBA, ski mos’sa3ytots i3 XTI
(Hruska K.S. et al., 2008). 3 2017 poky B «OXMATIUT»
CTapTyBaB MPOEKT i3 BUBHAYEHHS FeHETUYHOI npupoau XI'
B MALLiEHTIB, AiarHO3 SIKUM Oysi0 BcTaHoBeHO 3 2001 poky
3a pe3yJibTaTaMy KOMILUIEKCY KJIiHIYHUX, MOP(hOJOTiUYHUX
i 6iOXiMiYHUX DaHUX.

MonekyasipHO-reHeTUYHiI METOIU OiaTrHOCTUKU 0XO-
TUTIOIOTh:

e METOJ «THIi3J0BOI» MOJiMepa3HO-JIAHLIOTOBOI peak-
uii (ITJIP) anst orpuMaHHs dparMeHTiB MOCHiAOBHOCTI
dyukuionanpHoro reia GBA (AB SimpliAmp™ Thermal
Cycler);

e M0JiMOP(}i3M TOBXUHU PECTPUKIIIHHUX (pparMeHTiB
(TTIP®D) — anami3 aist BUSHaYECHHS MakOPHUX MiCCEHC-
3aMiH y reHi GBA (Xhol i Mspl BinnmosinHo) (Shimadzu
MultiNA microchip electrophoresis system);
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Ta6bnuus 3. Bumoru go 6ionoriuHoro marepiany anga 6ioximiuHoi giarHocruku XI
BIOJIOI'I'!HVIH Bumorn
marepian
* 3abip kposi 3aiicHIoOTb Y naboparopii ueHTpy opdannux saxeopiosands HOCT « OXMATOMUT» geiui Ha TMxaeHb
3a nonepeaHim 3anucom (044-236-01-19).
* fkwo nauieHT HeTpaHcnopTabensHuiA, KpOoB HABMpPatOTL camocTiiHo. [pyu LbOMY KpOB HABUPAIOTL y AUTHHM, MATEPI,
Kpos 3 ELITA 6aTbka Ta 0aHOrO HEKpOBHOTO poaKHa. . .
* Metoauka 3abopy: y npobipky 3 E[ITA HabupatoTs 8 mMn kposi, sky Bnpogoex 12 rog goctasnsiots y naboparopito
3a Temneparypu +4 °C.
* HeobxigHo po3paxyBaTi 4ac TaKMM YnHOM, Wwob npobipka notpanuna B nabopaTtopiio Ao NiBAHS.
* Mpobipky 3 kpos'to He 3amopoxysaTh!
* BukopucToByioTb CTAHAAPTU30BAHMM GiNbTPYBANBHMMA NANip.
o CyluKy NpOBOASTH 30 TEMNEPATYPH AOBKINNS BIPOJOBX HE MEHLUE 4 Fof, MOXHA 3ASMLINTM HA HiY.
* [1nsiMM BUCYLIYIOTb Y FOPM3OHTANLHOMY MONOXKEHHI.
* MM KPOBI Pi3HMX NALLEHTIB HE MAIOTb CTUKATHCS.
Cyxa nnsma * PeTenbHo nepesipsatoTb 3anoBHEHHs iHbopMaLiiHOro nucTa bnaHka.
KpOBi * JKWo B NALiEHTA BUSBNEHO OHOMAJIbHI MOKA3HMKM reMaToKpuTy abo neikouutie, Tpe6a 060B's3K0BO 3a3HAYUTH
ue B inbopmauiiHoMy nucTi Bnakka.
* BucywweHi nnsmMu noMmiLaioTs B ORHOPA30BUI IHAWBIAYANbHUH 3in-nakeT i 36epiraioTb A0 TPAHCMOPTYBAHHS B XONOAWIbHUKY
3a Temnepartypu +4 °C.
* TpaHcnopTyeaTH NnSMM NOTPIGHO SKOMOTa WBHALLE, HE AONYCKAIOUM neperpisy (BniTky)

e MpsiMe MOEK30HHEe CUKBeHYBaHHs 3a CeHrepoM st
ineHTudikauii pinkicuux nepedynos (ABI Prism 3130).

IToTpiOHO aKlIEHTYBAaTH yBary Ha BUMOTrax 100 3a00py,
30epiraHHs i TpaHCIOPTYBaHHS 0i0JIOTIYHOTO MaTepiainy,
SIKW1 BUKOPUCTOBYIOTH JJIsI fiarHOCTUKU XI (Taodu. 3).
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Nig yac 3a6opy cyxux nnsmM KpoBi HeobXigHO A0~
TPUMYBaTUCS NEBHUX NMpaBU:

1.Y HeMmoBAAT Ao 12 Mic KpoB GepyTb i3 N'ATKY,
nicna 12 mic - i3 nanbug.

2. Micue manbyTHbOro npokony Tpeba 3irpitu,
npomMacaxyBaTu, NPOTEPTU aHTUCENTUKOM,
nicns 4Yoro BUCYLLIUTU CYXOlo CTEPUSIBHOLO Ccep-
BETKOIO.

3. Micnga npokony He Tpeba BMAanaTu nepiy
Kpanio.

4. 3a6opoHeHo 3paBntoBaTH N'ATKy /Naneub Ans
NPULLBUALLIEHHS TOKY KPOBI.

5. KoxxHe Kono 6naHky Tpeb6a npocoyyBaTti og-

HOMOMEHTHO, OfHi€l0 Kpannel KpoBi, Ha-

CKpi3b.

. He Mo)XHa TopKaTucs 6naHKoM LiKipw.
7. KaTteropnyHo 3abopoHeHO TopKaTuca abo
3[aBJOBaTU NASMY KPOBi.

(=)
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HaiinomupeHimuMu nmoMuiaKaMu IIig yac 3abopy
CYXUX IUISIM € HeAOCTaTHS KiJbKiCTh 3pa3Ka AJIsl JOCIi-
JUKEHHSI, 30aBJIIOBaHHs 3pa3Ka, MoraHe BUCYLIyBaHHSI,
po3BeaeHHs 2060 3a0pyAHEHHS 3pa3ka i HOBTOPHE Halla-
pyBaHHS KpOBi. 3pa3ku, nepeHacu4yeHi KpoB’1o, i 3a0ip
He KalliIsipHOi, a BEHO3HOI KpOBi (HasiBHICTh CUBOPOT-
KOBHX KiJIellb) TaKOX HEe MOXHa BUKOPUCTOBYBATHU JLJISI
IOCTiIXKEHHS.

BapTo 3ayBaxuTu, 110 Ha aKTHUBHICTh (DEpMEHTIB
y CyXMX TJIsIMax KpOBi 3Hauyllle BIJAMBalOTh (haKTopu
IOBKIJIJIsSI, 30KpeMa TepMiH i TemIiepaTypa 30epiraHHs,
YMOBU J0CTaBKM (TeMIlepaTypa i BOJOTICTh), CHOCiO
i YMOBUM BUCYIIYBAHHS i KiJIbKIiCTh JICUKOLIUTIB i reMa-
TOKPHUT.

©00000000000000000000000000000000000000000000000000000000

TakMM YMHOM, BU3HAYEHHS aKTUBHOCTI pepmMmeH-
TiB y cyxin nnasmi KpoBi — L,e NpocTU ManoiHBa-
3MBHUI cnocib GioximiyHoT aiarHocTuku XTI, skun
notpebye Manoro o6'emMy KpoBi i xapakTepusy-
€TbCSA MiHIMaNIbHUM PU3NKOM NCYBaHHS BHaci-
AOK remonisy abo 6akrtepianbHOT KOHTaMiHaLiT,
a TaKoXX Be/IMKUM TepMiHOM npupartHocTi. Hepo-
nikamMu MeToAy € NOro 3aieXxHicTb Bif, NpaBuib-
Horo 3abopy, ymoB goctaBku i 36epiraHHs. Kpim
TOro, MeTo, XapakTepu3yeTbcsi MOPiBHAHO BMUCO-
KO YaCTOTOI XUOHOMO3UTUBHUX pe3ynbTaTiB Npu
depmMeHTOAiarHOCTUL Ni30COMaNbHUX XBOpPOO
HaKOMUYeHHS.

BnacHi gani naboparopii LieHTpY ophaHHUX 3aXBOPIO-
Ba"nb HIACJI «OXMATAUT» BugBuIn XMOHOMO3UTUBHI
pesyiabratu DBS-ckpuninry B 9,3% (15/160) nauieHTiB
mpu miarHocTui XTI, 1,6% (8/502) — mpu xBopooi [Tomrre,
1% — nipu xBopobi Dadpi (2/200) 1 1,4% (2/146) — npu mMy-
KornoJjicaxapumo3si I tumy.

Otxe, bepmeHTaTuBHUI aHaniz Ha DBS — 1e ckpu-
HIHTOBE HOCJIIXEHHS, sIKe IMoTpedye 00O0B’SI3KOBOTO

3nopeB 4 YKpaiHu

MiATBEPIKEHHS Ha 1LJIbHIN KPOBi B JJaOOpaTopii LIeHTPY Op-
(bannumx 3axsoprosanb HACJT «OXMATAUT».

Hanpukiniii cateiTHOro CUMIo3iymy
JIKap-reMarToJior BUILOI KaTeropii, 3a-
BiZlyBa4 KOHCY/ITATHBHOI MOJIKJIiHIKH,
Y «IacTutyT naroJorii KpoBi Ta TpaH-
coysiitnoi memumun HAMH Ykpainu»
Ipnaa MuxaiiniBaa FOpunmak Ha npu-
KJ1afi KIiHIYHOTO BUTIAKY TIPOIEMOH-
CTpyBasa, SIKUM HEMPOCTUM MOXKe
OyTH AiarHOCTUYHUI 1LISIX MALliEHTIB
i3 XT.

KAiHiuHMi BUNaAoK 3

MauieHTKa, 29 pokiB. 05.07.2017 poKy BhepLue 3Bep-
Hynacs Ha KOHCynbTaLlito [0 nikaps-remaTonora KOHCymb-
TaTMBHOI NOAIKNIHIKM 3 NpuBoAy cnneHomeranii (+8 cm)
i 3miH y 3AK (aHewmia: remorno6iH 75 r/n, TpoméouuTo-
neHist 80 Tc/mMm®). 29.11.2017 poky XBOpili BCTAHOBUIN
piarHo3 — igionatnyHumn mienodiopos (IM®). XKinky 6yno
B3ATO Ha AUCMNaHCepHUI 061K Y KOHCYNbTaTUBHY NOAIKSII-
HiKy Y «IHCTUTYT natonorii KpoBi Ta TpaHCcdy3inHoi Me-
anumin HAMH Ykpainn».

I328.12.17 no 05.01.18 pik xBopa BnepLue nikysanacs
cTauioHapHO B remaTosioriyHomy BigaineHHi 5-i MKJ1
3 giarHo3om: IM®, posropHyTa ctagis. CnneHomeranis.

Mpwn NnocTynneHHi B cTauioHap nauieHTKa cKapXu-
nacs Ha 3arasbHy cnabkicTb, 3anamMOpPOYEHHs, YyTOM-
NOBaHICTb, BaXKicTb y niBomy nigpebep’i. MoripueHHs
camorno4yTTs 3a3Haqae 3 2017 pokKy. Ha ocHosi Tpe-
naH-6ioncii KIicTKOBOro MO3Ky fiarHOCTOBaHUI Mieno-
i6po3s. MNpu ornsgi Ha MOMEHT 3BEepPHEHHS — CenesiHka
+8 cMm, 4ytnuea npu nanenadii. 3AK npu rocnitani-
3auii: remorno6iH — 75 r/n, nenkountn — 2,1x10%n,
TpombounTh — 80 Tuc/MM3. Ticna nikyBaHHs (rigpokcu-
Ce40BUWHa, anonypuHos, remoTpaHcdysii, rnoKoKop-
TMkocTepoian (FKC), renaTonpoTeKTOpK) CTaH XBOPOi
nokpawwmscs. 3AK npu Bunucui: remorno6id — 137 r/n,
eputpoumnTn — 4,9x10'%/n, nenkoumntn — 5,7x10%n,
TpombounTn — 317 Tc/mm3. PeKkomeH0oBaHUI NOBTOP-
HWI ornag remaronora 4yepes 2 TUXHI.

HacTtynHa 3ycTpiy i3 nauieHTKol Bigbynacs mamxe
Yyepea pik. HYepea noripLueHHs cTaHy BOHa 3HOBY 6yna
rocniTanizosaHa i oTpyMmyBsana aHasnori4He nikyBaHHs
i3 07.12.18 no 12.12.18 pik. BunucaHa 3 nokpaLyeH-
HSIM, MiCNsi HOro Ha KOHTPOMb OO0 remMartosniora He 3’sB-
nanacs.

Y notomy 2020 poKy cTaH XBOPOIi 3HOBY MoOrip-
LUMBCS, OfHaK, y 3B’A3KY 3 enigemieto COVID-19, xiHka
3morna npuvixatu Ha npuiiom nuwe 31.07.2020 poky.
Ckaprv Ha MOMEHT 3BEpPHEHHS: LWBMAKA BTOMJIIOBA-
HiCTb, NOCTiHA 3arasnbHa cnabKiCcTb, OQUCKOMAOPT
i BiOYYTTSA TUCKY B NiBili NOMOBUHI XMBOTA, NEpiogmMyHa
nosiea CUHUIB Ha Tyny6i, XyaopnasicTb, 605i B KicTKax
nicnsa 6iry (oo 5 km).

Y3 O4Il 3a 11.06.2020 pik: renatonieHanbHUA CUH-
apom (poa3Mipun cenesiHkn 233x89 MM), coHorpadiyHi
03HaKu nopTasnbHoI rinepTeHsii.

VYpaxoBytoun 6axKaHHS MaTePUHCTBA, BiK NaLiEHTKK, pe-
synerat 3AK, BAK i riraHTCbKy cenesiHky, 6yno 3anpo-
NMOHOBAaHO NPOBECTU Nnofarblue JOOBCTEXEHHS, a came:

e TpenaH-6ioncito KNy6oBoi KiCTKM (N9 BCTAHOBMEHHS
CTyneHs gibpoay);

e BUW3HA4YeHHA PiBHIB epUTPONOETUHY, (DEPUTUHY, CU-
pOoBaTKOBOroO 3arni3a;

PIAKICHA NATONOrIA

KOH®EPEHLIA

e /1P po BipyciB renatuty B i C (KpoB, sIKiCHO).

MMig Yac petansHoro 36opy aHamHe3y BUSIBUNOCH, LLO
B OAUTUHCTBI B NauieHTKM 6ynn YacTi cKaprn Ha BTOM-
NOBaHICTb, 607 B KiCTKax, 4acTi HOCOBI KpOBOTEMi, CU-
HSAYKOBICTb, fKi 6aTbKM NOSICHIOBANN LLIBUAKMM POCTOM
i HAOMIPHOK aKTUBHICTIO OAUTUHW.

TpenaHo6iontat. TpenaHo6ionTaT KNITUHHWUIA. [pa-
HynouMTapHUI NapoCcTOK NpefcTaBneHnit ycima ne-
pexigHMmMun oopmamMmn, OMONOLKEHUI 0 MIENOUMTIB.
Hopmo6nacTtnyHui Tun eputponoesy, npeacraBneHnn
HopmoumTamun. MerakapiounTn NOOAUNHOKI, AiSNbHI.

PiBeHb 3aniza cupoBaTKu B HOPMi, TOAi IK NOKA3HUKU
EePUTHHY Ta epUTPONOETUHY — BUPAKEHO MiaBULLEHI
(217 wr/mn i 85,5 mOpg/mn BignoBigHo). BipycHi renatutu
He BUSIBNEHO.

TakuM 4mMHOM, faHuX, fKi 6 CBig4YMAN NPO HASABHICTb
Mienogibpo3y, BUABAEeHO He 6yno. byno Bucnos-
neHo nigo3py Ha XI i 3po6neHo NOBTOPHUI nNepernag
TpenaHob6ionTaTy 3a 2017 piK, 3 aKLUEeHTOM Ha MoLUyK
creundivHmx KNiTvH MNowe. MapanensHo 6yna 3abpaHa
KpoB meTogom DBS i HanpaBneHa Ha 6e3KOLUTOBHY
AiarHocTuky B Hime4v4mHy.

HeTanbHuin nepernag TpenaHobionTaTy BUSBMB Take:
y pocnigXysaHoMy martepiani, cepep 36epexeHoro
KiICTKOBOrO MO3KY, B SKOMY BU3Ha4al0TbCA KNITUHN epu-
TPOIQHOr0, rpaHynoLMTapHoOro i MerakapioumMTapHoro
NapoCTKiB KPOBOTBOPEHHS, BidyaniaytoTbCs MacuBHI -
NAHKK nponidoepaTiB NaTonoriYHnX ricTioynTis 3i CBITI0H
€03NHOMINBHOK NNa3MOK0 3 BUPaXEHO LLapyBaTicTo
(dbeHOMEH «M’ATOro NanipycHoro nanepy») i HEBEMKNMM
oKpyrnumMmn 6asodpinbHuMn agpamm. Mopdonoria npo-
Lecy HanbinbLe Bignosigae XI (rnoko3unuepamMigHoMy
ninigoasy).

Micns uboro 6yna nposefeHa crieundiyHa giarHocTvka
XT, Aka Bussmna:

e aKTUBHICTb 6eTa-rnoko3uaasv 0,7 HMonb/roa/mn
(Hopma 5,1-9,5 Hmonb/rog/mn);

e aKTUBHICTb XxiTOTpiadmpgasm — 9017 HMonb/rog/mn
(Hopma 0-159 Hmonb/rog/mn);

e MOJIEKYNAPHO-TEHETMYHE JocnigkeHHsA reHa GBA
BusiBuno mytauito p.(Asn409Ser) B roMO3UrOTHOMY
CTaHi.

BignosigHO OO0 oTpuMaHux pesynbTaTiB 06CTEXEHb
y nuctonapgi 2020 poky giarHo3 «igionatnyHnmn mienodi-
6p03» 6yf10 3MIHEHO Ha «XxBopoby [owwe». [icns uboro
nauieHTky 6yno BKNo4YeHO Ha 3asBky MO3 gns 3a-
6e3nevyeHHss ®3T. [Jo nocTaBkM Npenaparty 3a KOWTH
OepxO6t00KeTy XxBopa OTpuMyBana Tepanito Benarmto-
uepasoto anba, ska 6yna HagaHa rymaHitTapHoto npo-
rpamoto.

Kpim TOro, nauieHTui pekomeHgoBaHMM KOHTPOSb aHa-
nigis:

e piBHSA XiTOTpiasngasun — 1 p./pik;

o 3AK, BAK, enekTponitiB kpoBi — 1 p./6 Mic;

e VY3[ O4IM 1 p./6-12 mic, y pasi 3MiHW CTPYKTYpU —
KT/MPT;

e MPT kicToK Tyny6a i KiHLiBOK;

o [eHcuTomeTpia — 1 p./pik.

[MporHo3 XxBopo6u Ans NauieHTKM cnpuaTimemin. MoxHa
O4iKyBaTu HopMaJizaLii NOKa3HWKIB nepugepn4Hoi KpoBi
Ta fo 1-2 pokiB — po3mipiB cenesiHkun. Kpim Toro, XIM He €
NPOTUMNOKa3aHHAM [NA HacTaHHA BariTHocTi. Ane nna-
HyBaTW ii QOUiNbHO NiCNA AOCArHEHHS Linewn nikyBaHHS
XI. MuTaHHsA npo npogosxeHHs 3T nig vac BariTHOCTI
i rogyBaHHsA rpyaar BMPILLYETLCSA B iHAMBIOYabHOMY MO-
cTi o nikyBaHHsl. Cnocié pogopo3pilleHHs BU3HA4aroThb
3a aKyLUepCbK1MU NOKa3aHHAMU 3 ypaxyBaHHAM HasiBHO-
CTi uMTONeHii i cTaHy cuctemm remoctagdy (Paterman A.H.
et al., 2007).

AKTUBHUI OOMiH AYMKaMW B paMKax caTeniTHoro
CMMMO3iyMy NpoJeMOHCTPYBaB BUCOKUN OCBITHIN
i npodecinHum piBeHb NpeacraBneHUX JOMNOBI-
pen. Cnikepu JOCTYMNHO i JOCTaTHbO 'PYHTOBHO
OKpecnunn rofioBHi NPaKTUYHi acnekT BeAeHHs
XBOpMX i3 nigo3poto Ha XTI i 3po6unu ue opdaHHe
3aXBOPIOBaHHS 3pO3yMinilINM SiK Ang remaTosno-
riB, Tak i Ans nepiatpis i nikapie 3aranbHoOiI Npak-
TUKU — CiMeNHOT MeAULMHMU, iKi HanvacTiwe nep-
LWMMM CTUKAIOTbCS 3 NauieHTaMu, B AKUX HasBHi
neBHi cuMmnToMum L€l piakicHOT naTonorii.

Migrotysana FranHa Kupnay
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MPU NIKYBAHHI ‘enenico
Pﬁzer XBOPOBW FOLLE 1 TUNY Taimogpeca A

EJIENICO (ranirniouepasa anbga) — nepiia cxsaneHa y CLLIA ¢pepmeHTO3amicHa Tepanis
Ha OCHOBI POC/IMHHUX KNITWH, AAKa OCTYNHa 3apa3 Bam i Bawwum nauieHtam' 3

MILLIEJTB,
nayienmka 3 xeopob6oto l'owe 1 muny,
Aka nputmae EJIEJICO

(depmeHTO3aMmicHa Tepania Ha OCHOBI POCIMHHUX KJITUH

EJIEJIICO (Tanirniouyepasa anbda) - npoaeMOHCTPyBaB
P 3HayHe 3MeHLIeHHA 06’emy cenesiHkun®*?

» 3HayHe 3MeHLUeHHA 06’'eMy neviHKun*® E 2 % )/}
P 3HauyHe NoKpalleHHA remaTonoriyHnxX nokasHukis*?

P 3HauHe 36inblIeHHA XXNpPoBoi ppaKLii B nonepeKoBill YacTUHI xpebTa,
Lo CBiA4MTH Npo enimiHawiio KniTuH lowe 3 KicTKOBOro Mo3Ky°

MAJ_’TIH, ” » y nauieHTiB, AKi nepenwnn 3 imirnouepasu Ha EJIENIICO, sannwanuca
::356:"; -E :'Z‘;‘L‘;g;;’ Cr' ‘ cTabinbHUMN 06’eMu cenesiHKM i NeYiHKN Ta reMaToNoriuHi NOKa3HNKM
P s xBopobu lNowe 1 TANY NpoTArom 9 micauis®’

- ————

MOKA3AHHA
EJIENICO pekomeHoBaHWA ANs NiKyBaHHA
NayieHTIB 3 NigTBepAKeHUM fjiarHo3oMm
xBopo6u lNowe 1-ro Tuny.*
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