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CnapgkoBa remopariyHa TefieaHriekrasis
(xBopo6a PaHaio — Ocnepa — Bebepa):
TEOpPeTUYHI Ta KNiHiYHI AaHi

Haujionansunii mequunmii ynisepcuret imeni O.0. Boromodbns, m. Kuis

VY craTTi HaBeAEHO TEOPETUYHI M KJTiHIUHI JaHi PO CITaJKOBY TeMOpariyHy TejieaHriekrasito Ta ii JikyBaHHs. CeMioTH4Hi
JUJIS1 Hel KJTiHIYHI CUMITTOMU MiATBEPIXKYIOTh HasiBHICTb XBOPOOM, KOJIM y MAlliEHTa BUSIBJIEHO NMpUHaMHi 3—4 KpuTepii, a
came: ericrtakcrc (HocoBa KpOBOTeUa), TeJleaHTieKTa3ii CIM30B0i, MIKipHOT Ta TaCTPOiHTECTUHAIBHOIT JIOKaJli3allii, apTepio-
BEHO3Hi MajibhopMallii, sIKi HailyacTillle ypaxyloTh 0aceiiHu JIereHeBOro, Me4iHKOBOIO Ta liepedpaJbHOro KpoBoooiry, Ta
JIOMiHaHTHE POIMHHE HACiTyBaHHS (AyTOCOMHUII TOMiHAHTHUIA CTaH YHACJIiAOK OAMHUYHOI MyTallii B IEBHUX IreHax). Y
XBOpUX 3a3BUYait OyBae 3aji30aediluT, HaltuacTillle 3yMOBJIEHUI XPOHIYHOIO KPOBOBTPATOIO Uepe3 raCTPOiHTECTUHATIbHI Ta

Ha3aJIbHi TeJeaHTieKTasil.

KiouoBi ciioBa: criajgkoBa reMopariuyHa TejeaHriekTasisi, xsopoda Pangio — Ocnepa — Bebepa, nepBMHHA MEIUKO-

caHiTapHa Jo1roMora, 3arajbHa IIiKapCbKa IIpaKTUKa.

nmagkoBa remopariuHa TteneaHriekTtasisg (CI'T,
hereditary hemorrhagic telangiectasia, HHT),
TakoX Bigoma sIK xBopob6a Panmio — Ocnepa —
BeGepa [24, 44, 45], € CynIMHHOIO TATOJIOTI€I0, 1110
YCIAIKOBYETHCSA SIK ayTOCOMHO-IOMIHAHTHUM PO3-
Jgaa. 3a JaHUMM eIliIeMiOJIONIYHUX JOCJIIKEeHb, 1Ie
MpUpPOMIXKeHa piaKicHa cyarMHHa xBopoba [7, 50].
CI'T nepenaetbes IK ayTOCOMHUI TOMiHAHTHUI
CTaH yHACJiloK OAMHUYHOI MyTallii B reHaX eHJa0-
rminy (Endoglin, ENG; CIT 1-ro tuny (CIT 1)
[39], akTuBiH-peuenToponoaioHoi KiHa3u 1 (Activin
Receptor-Like Kinase 1, ACVRL1/ALK1; CI'T 2-ro
tuny (CI'T 2) [26] a6o MADH4/SMAD4
(KOMOiHOBaHUI CUHAPOM IOBEHIIBHOTO MOJINO3Yy
ta CI'T, JHPT) [21]. 3any4eHHs BCiX LIUX TE€HIiB y
peryJioBajbHUI CUTHAJBHUU LUISIX Aii TpaHcdop-
MiBHOro (akropa pocty (T®P-B, transforming
growth factor, TGF-B) € ycmankoBaHum MmexaHi3-
moM y matoreHe3i CI'T [14]. IcHye moHaliMeHIIe
1e JaBa HeineHTU(iKOBaAaHUX TE€HU, SIKi MOXYThb
cnpuynHut CI'T: CI'T 3 — momix 141.9 ta 146.4
Mb Ha xpomocomi 5q [6, 45] 1 CI'T 4 — Ha Xpomo-
comi 7p momix D7S2252 ta D7S510.130 [2]. Tenn,
aki mytupoBanum npu CI'T, KoayloTb TpoOTeiHU,
KOTpPi OMOCEPEAKOBYIOTh PETyJI0BaTIbHUI CUTHATb-
HUI BIIMUB HaapoauHu (cyneppoauHu) TOP-P.
Unenu wiei Hagponuuu, Taki sk TOP-B, KicTkoBi
MophOTeHEeTUYHi MpPOTEeiHM, aKTUBIHU, HOIANM,
pocTtoBi/nudepeHIIioBaabHi GakTopu Ta iHTiOiHU,
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PeTyAI0IOTh Pi3HI PYHKIIIT KIAITUHY 3B’ I3YBaHHSM i3
reTepoOMepHUM KOMILJIEKCOM TpaHCMEMOpPaHOBUX
cepuH/TpeoHiHKiHa3HuX peuenTtopis I Ta Il Tumis
[42]. MMonan 600 BMAiB MyTalliii OyJ10 BUSIBIEHO B
ENG 1a ACVRLI y xBopux 3 CI'T (6a3a maHux
myrtauiit mpu CI'T: http://www.arup.utah.edu/
database/hht/ webcite). MyTallii MOXyTb OyTU Bifm
OJMHUYHUX 6a30BO-MAapPHUX 3MiH 0 3HAYHUX BUOA-
JIeHb MHOXWHHMX €KcOHiB. HemomaBHO Takox
BUSIBJIEHO ITaTOreHHI MyTallii, sKi 3ayiy4aotsh 5’ UTR
ninssHky ENG, 3HauHO 3MiHIOIOYM MEPBUHHI MPU-
ponHi cTpykTypH [8, 28].

Takum yuMHOM, MyTallis TeHa eHAOIJiHY € Bilmno-
BimanpHOO 3a CI'T 1, akTMBIiH-pelLeNTOPOITOMIOHOT
kiHasu — 3a CI'T 2, a SMAD4 renHa myrailiss — 3a
pinkicHuii cuHapoM noeaHanHsa CI'T 3 10BeHinbHUM
noaino3om (JPHT). MyTauii B LIuX TpbOX IeHax Bii-
nosigaloTh Maiike 3a Bci Bumagku CI'T [12, 43].
Myrauii mpu CI'T 1 moB’s3aHi 3i 301/IbIIIEHOIO YacTO-
TOIO JIETEHEBUX apTepiOBEHO3HUX MajibopMalliii,
BonHoyac sk myTauii mpu CI'T 2, cxoxke, TToB’si3aHi 3
MEeYiHKOBUMMU ypaxXeHHs MU [23, 47].

TMomupeHicts matosiorii y BenukoOGputaHii cta-
HoBUTH Tpubdm3Ho 1 Ha 40 000, 3 0OTHAKOBUM pPO3ITO-
TiJIOM TTOMiK 9OJIOBiKaMu Ta XiHkamu [23, 40]. OmHak
BOHA MOXE BapiloBaTH 3aJIeXKHO BiJ €THIYHOCTI Ta
reorpadiuHoro po3ranryBaHHs [23, 48].

KuiHiyuHMMHU cuMnOTOMaMu, SIKi CEMIOTWMYHI ISt
CIT, € tak 3Bani kpurepii Kypacao [19, 44]. Bonn
MiATBEPIXKYIOTh HASIBHICTb XBOPOOU, KOJIW MpUHAak-
MHi 3 abo 4 xpuTepii HasiBHi y mauieHTa. Jlo Hux
HaJiexaTb: ericTakcuc (HocoBa KpoBOTeYa), TejleaH-
riekrasii ciM30BOi OOOJIOHKM, IIKipHOI Ta TaCTPOiH-
TeCTHHAJIBHOI JIOKaTi3aIlil, apTepioBeHO3HI Maabdop-
Mallii, SIKi HaifJacTille BUSBISIOTh y OaceiiHax jere-
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HEeBOro, MeYiHKOBOI'O Ta lLiepeOdpabHOTO KPOBOOOIry,
1 TOMiHAaHTHE POAMHHE YCIaAKyBaHHs [22, 45].

IMauienTn i3 CI'T 3a3BuUuail MaloTh 3a1i30AePiLIuT,
110 HaiyacTillle 3yMOBJIIOETHCS XPOHIYHOIO KPOBO-
BTPATOI0 4Yepe3 TracTPOIHTECTUHAIbHI Ta Ha3albHi
TeneanriekTasii [4, 13, 24, 37, 44]. Y Takux XBOpHUX
BakJIMBa OIliHKA cepel iHIIMX ITOKa3HUKIB aHeMil
PETUKYJIOLIMTO3Y, XapaKTePHOTO JJIsl aKTUBHOCTI KiCT-
KOBOTO MO3KY $SIK Bi/ITIOBib HA KPOBOBTPATY Ta IPO-
rpecytouy aHemito [16]. ¥ moHam MoJOBUHU XBOPUX
BUSIBIISIIOTH BicliepaJibHi apTepioBeHO3Hi MajbhopMa-
i1, KOJIX TTOTPiOHMIA OIIBIINI Bi HOPMAJBbHOTO Cep-
LIEBUI BUKUI JUISI KOMIIEHCYBAHHSI KPOBOTOKY 4epe3
rmevyiHkoBi [4] Ta/abo nereHeBi [49] aprepioBeHO3HI
Manb(opMarlii.

OCo0OMMBOCTIMU KIIIHIYHOTO BEASCHHSI XBOPOTO
JlikapeM 3arajbHo1 MPaKTUKU — CiMEHOI MeIULIMHU
(B3IICM) — € Te, 10 CTaH MallieHTa TIOB’SI3aHUI,
Mepllil 3a Bce, 3 YaACTUMU HOCOBUMMU KPOBOTEUYAMU, SIKi
IMOYMHAIOThC 10 16 POKIB y OHA MOJOBUHU XBOPUX.
IMonan 90 % mnauienTiB i3 CI'T ckapxaTbCsl Ha 4acTi
HocoBi kpoBoTeui 10 30 pokis [40]. 3pigka BOHU CTBO-
pro1oTh npobaemu ns jgikapsg 3IICM vy aiteit Ta mia-
JitTkiB. OnHak nepBuHHUMU o3HakKamu CI'T y autuHu
MOXYTb OYTM HOCOBI KpOBOTEUi, SIKi € TSKUYMMU Ta
YacTIlIMMU, HiX Y IHIINUX JIiTeil. Y J0pOCInuX HEKOHT-
POJIbOBAHMIA €MiCTaKCHUC 3yMOBJICHU I TeJieaHTieKTa3i-
SIMU 1 MOXe J0JTydaTUCs 0 3a1i30AeGhilluTHOI aHeMil.
ITpusHavyaoTh aHTUGhIOPUHOJITUKY, ECTPOTEHOBY 200
MPOreCTepPOHOBY, Jla3epHYy Tepallito, XipypriuHi BUIU
JIIKyBaHHS Ta emOoutizaitito [23].

IIpu CI'T teneanriekTasii MOXYTb TaKOX OyTH Ha
00114yi, rybax, sSI3UKY, OpajibHill CIM30Biit 000JOHILII,
SICHAX, KOH IOHKTHUBIi, TyJyOi, pykKax Ta KiHUYMKax
nainbliB. KpoBoTeua 3a3Buyaii momipHa Ta 4acTo
JIETKO KOHTPOJIIOETHCS Ja3epHoI0 absiieto [23].

TacTpoiHTecTMHANBHI TeJaeaHTieKTa3il BUSIBISIOTH
y LIUTYHKY, KUIIeYHUKY. Lle Moxe OyTu KJIiHiYHO 3Ha-
YUMUM Ta BIUIMBAaTH Ha TaKTUKY BEICHHS JIiKapem
3IICMy 15—30 % nauieHTiB i OB’ sI3aHUM i3 FOCTPOIO
ab0 XpOHIUHOIO KpoBoTeuero. Taka BTpaTa KpOBi 110
30 pokiB crocTepira€TbCsl piako. AKIIO HEKOHTPO-
JIbOBaHa, TO MOXE MPU3BOAUTU 10 3a1i30AedilluTHOL
aHewii. [1pu3HavyarOTh eCTPOTEHOBY i IIPOreCTEPOHOBY
Tepamnito, aHTU(hIOPpUHOJITUYHI MperapaTy Ta jJa3ep-
Hy Tepartito 1Jisl 3HUXKEeHHsT KpoBoBTpaTu. [ToTpedy B
TpaHCcy3isiX KpoBi IS KOpekllii 3amizonedilluTHOL
aHeMil JIikap TIepBUHHOI JJaHKW BUPILIY€E HA MiICTaBi
CTYNEHS i TPUBAJIOCTi KpoBOBTpatH [23].

IMopanwiia manigecranias CI'T — apTepioBeHO3Ha
ManbdopMalis. IlommpeHicTh JereHeBoi apTepioBe-
HO3HO1 Majibopmarii y xBopux i3 CI'T BikoM moHaz
30 pokiB ctaHoBUTH 5—30 %. Moxe He OyTH CUMIITO-
MiB ab0 criocTepiraeThes KJliHika MaCUBHOI KPOBOTEYi
YU TeMOINTU3Y (KpOBOXapKaHHsI), 3yMOBJIEHOI'O TOpa-
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KaJbHOIO reMmopariero. MoxyTb OyTM CUMOTOMU
rirnmokcemii 3 siIyXolo, 1iaHO30M, MAJIbLSIMUA Y BUTJISIAL
OapabaHHUX TaJWYOK Ta TOJIIUTEMIEI0, IO CBil-
YUTh MPO MOTPedy B LIYHTYBaHHI «CIpaBa-HaJiBO».
Mo3koBuii abclec Ta iHCYJAbT € BTOPUHHUMMU IIOJ0
TPOMOIB, SIKi Yepe3 IIYHTYBaHHS MPOXOIATh JIETeHS -
MM ¥ MTOTEHIIINHO HeOe31meuHi 11 KUTT. Taki mari-
€HTU MOTPEOYIOTh TPUBAJIOTO OOCTEXKEHHS Ta CITIOCTE-
pexxeHHs1. EMOoutizaliisi € TOJJOBHUM METOIOM JIiKy-
BaHHS, a B pa3i Horo HeeEeKTUBHOCTI BAAIOTHCS 10
XipypriyHOTO BTPYYaHHS. Y MOJAIBIIOMY MPOBOASTH
CKPUHIHT IIJISI BUSIBJIEHHSI POCTY abo0 peKaHaizalil
ineHTUdiKoBaHMX 1 JiKOBaHMX Maiabgopmalliili Ta
HOBUX ypaxkeHb [23].

ITeuinkoBi apTepioBeHO3HI MajbhopMallii cro-
crepiratothest y 70 % mnauienTiB i3 CI'T. Binbricts i3
HUX «MOBYa3Hi», ajie MOXYTb IIPOBOKYBATU 3aCTiliHY
CepleBy HEOOCTATHICTh, MOPTaJbHY TiMEPTEH3il0 Ta,
pizaie, Me4iHKOBY HEMOCTATHICTh 3 UM 0e3 eHledano-
natii. HeBpoJjioriuni BusiBu Moxytb 6yt y 10—15 %
manieHTiB i3 CI'T. Boan MaHi(ecTyIoTh ¥ CTapIIoMy
Billi Ta TNPU3BOASITH OO TPAH3UTOPHOI ilIEeMiIUHOI
aTaku, ileMiuyHOro iHCYJIbTY i MO3KOBOTI'O abClIecy, 1110
CITOCTEPIra€ThCs B pasi IIyHTYBaHHS «CTIpaBa-HaJIiBO».
ApTepioBeHO3HiI Mayib(hopMallil TOJJOBHOTO Ta CIUH-
HOTO MO3KY MOXYTh CIIPOBOKYBAaTH 3HAUYHY Ta 3aTrPO3-
JIMBY TeMopariio [23].

ITemaremesuc, abo MesieHy, MOXHA NepeadaynuTH y
33 % mnauienTis i3 CI'T [29]. [1pubau3HO MOJOBUHA
TaKWX XBOPUX MOTpedye TpaHchy3ii KpoBi Mg Mia-
TpuMyBaibHOI Tepamii [47]. ¥V Hanii B 3arajibHii
nionysswii xsopux i3 manicdectHoo CI'T 9 % natieH-
TiB OTPUMYBaJId TIpUHANWMHI 6 0I. KpoBi 3a 6 Mic Ta
Oy/u 3apaxoBaHi 10 IPyMy XBOPUX 31 3HAUHOIO KPOBO-
BTparoio [29]. Teneanriekrasii criocrepiraamcs y BCix
nauieHTiB. EHgoCKoOIis miaTBepaAnia 3Ha4HY KiJIbKiCThb
TeJieaHTieKTa3iil y moaioHoi koroptu nawieHTiB i3 CI'T
y CnonyyeHux Illtatax AMepuku. Y HUX BUSIBJISLIA
BUPa3Hy KPOBOBTPATY (CepelHill piBeHb IreMOII00iHY
He niepesuiryBaB 80 r/m). I[1ix yac eHmoCKoIIii ineHTH-
(¢ikoBaHO ypaxkeHHSI B CTPaBOXOIi, IITYHKY, JBaHAIIIS-
TUTIAJIi, TTOPOXKHili Ta TOBCTi Kuiikax. [Tpu oMy y
nauieHTiB i3 moHan 20 TeseaHriekTasisiMu, BidyaaizoBa-
HUMM MiJ yac e30¢aroracTpoayoieHOCKOrii, OyB 3Ha-
YHO HVDKUMI CepeHill piBeHb reMOII00iHy ITOPiBHSIHO
3 TUMU, Y KOTO OyJ10 MeHIle ypaxkeHb (79 1/ nopiBHs-
Ho 3 94 r/1; p = 0,007). BoHu notpedyBaiv OiIbIIMX
TpaHcdysiit kposi [38]. OmHak TmocTiliHe JIiIKyBaHHS
racTpOiHTECTUHAIbHOI KPOBOTEUi 3 TOCSITHEHHSIM OITH-
MaJIbHOTO PiBHSI, BKIIIOYAIOUM SIK MEIUKAMEHTO3Hi,
TaK i eHAOCKOIIYHI METOIM, 3pigKa MOXJIMBE Y TPaHC-
¢ysiitHo 3anexHux nauieHTiB i3 CI'T.

CI'T maHidecTye ceplieBOIO HEIOCTAaTHICTIO abo
JIETeHEBOW TinepreHsiero. [lpu 1boMy Haiiyacriiire
CIIOCTEPITa€EThCS ceplieBa HEMOCTAaTHICTh 3 BUCOKUM
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BUKUIOM YHACTIIOK CUCTEMHOTO IIIYHTa, SIKWIT HaJle-
KUTh A0 apTepioBeHO3HOI ManbdopMallii. MeanuHe
BEIIEHHS 3a TAKOTO CTaHy MOKe TependayaT eMOoTi-
3allil0 apTepioBeHO3HOI MayibdopMallii, MeYiHKOBY
TPaHCIUIAHTAIIIlO Ta 3aCTOCYBaHHs OeBalinzymaoy [43].
BbeBaru3ymad, SKuii HaJICXKUTh OO0 TPYIIH MOHOKIIO-
HaJIbHUX aHTUTIJI, 110 iHTi0y€ aKTUBHICTh CYIMHHOIO
eHaoTelialbHOro (akTopa pocTy, OYyB TEPBUHHO
3aTBEPIKEHUN IJIST JTIKyBaHHSI METaCTaTUIHOTO PaKy
TOBCTOI KUIITKU. Y paHIly3bkomy nociimkeHHi 20/24
CI'T nmaui€eHTiB i3 BeJIMKUMHU TT€UiHKOBUMM apTepio-
BEHO3HUMU MaJibhopMallisiMU Ta BUCOKHM CEPLICBUM
BUKHUJIOM TPOJEMOHCTPYBAJIM TOBHY a00 YaCTKOBY
HOpMaJTi3allifo CepleBOro iHmeKcy. Y mo3i 5 Mr/kr
KOXHiI 2 TIXK OeBam3ymMad 3HIKYBaB CepICBUIA
iHIEKC OO IIJIKOM HOpPMajlbHUX 3HaueHb y 21 %
BMIIAJIKIB Ta 3MEHIIIYBaB oro B 65 %, NpoTe BUSABUB-
cg Hee(eKTUBHUM Y 13 % Triciist 6 Mic 3aCTOCYBaHHS.
BiH TakoX 3HUXKYBaB SAyXy Ta JIETEHEBY TiMepTeH3ito,
BIJITTOBIHO IO ITOKA3HUKIB HLIO—PIOpKCLKo'i cepleBoi
acomiawii [11]. ¥ Tomy X OOCHiIKEHHI BUBYAIMU I
BIUIMB TPAaHEKCAaMOBOI KUCJIOTU, sIKa CTUMYJIIOE eKC-
Mnpecilo akKTUBiH-pelenToponoAioHol KiHazu 1 Ta
eHnonmiHoBUi 1wisgx. [IponeMoHcTpoBaHO 11 edek-
TUBHICTb Y pa3i HOCOBOI KpoBoTeyi, 3ymMoBieHoi CI'T
[11, 32]. OnHak ii ponb y BeneHHi CH gk iHIuBiTyanb-
HOro areHTa abo B KoM0OiHallii 3 6eBal3ymadoM ocTa-
TOYHO HE OLIiHEHO.

Cepen CYKYITHOCTI MEOWKAMEHTO3HUX IIPU3HA-
YyeHb IOTEHUIAHO BUKOPUCTOBYIOTH TaligoMis,
OCKIJIbKM 3HMXYE BHPA3HICTh Ta 4YacTOTY HOCOBHUX
KpoBoteu y mauieHTiB i3 CI'T 3a mocepeagHULITBOM
MeXaHi3My, SKUi MiABUIIY€E cTabii3alilo KPOBOHOC-
Hux cynuH [33]. MexaHi3M mii TakoX ITOB’SI3aHUH i3
JIO3piBaHHSIM KPOBOHOCHUX CYIWH, IO MOXE OyTH
KOPUCHUM JUIS1 3HUXKEHHSI HeTaTUBHOT'O BHECKY apTe-
PiOBEHO3HUX MayibhopMalliif 10 racTpOiHTECTUHAIb-
HUX KpoBoTeY [33].

IlepeBarn BHYTPIIIHHOBEHHOTO 3aCTOCYBAaHHS 3a-
Ji3a Hax TpaHcdy3isiMu KpoBi y xBopux i3 CI'T mepen-
Oavatothb [47]:

3HMXKEHHSI PU3UKY KOHTaKTy 3 HeOe3MeuHUMU

MPOAYKTAaMU KPOBi (HANTPUKJIAA, IPiOHU);

3HIKCHHSI PU3UKY, ITOB’SI3aHOTO 3 IIPOIICAYPOIO

nepearuBaHHS KPOBI;

3HUKEHHS PU3UKY MPOAYKIIil aHTUTIJI, 11O BIJIMBAE

Ha MaiiOyTHIO TIepeXpecHy peaKTUBHICTb CTOCOBHO

TpaHcy3iif KpoBi/TpaHCIUIaHTaTa, SIKIIO B HHOMY

Oyne notpeoda;

L[iHOBI ITepeBaru;

MoJIeTLIeHe JOCSITHEHHSI HOpMalbHOTO («i3iofio-

TYHOTO») PiBHS FeMOTIJI00iIHY ISl iHAUBIAyaIbHUX

MAaLi€HTIB;

IIBUIKICTD Ta HAAiMHICTh OO0 ITOIIOBHEHHS 3aI1a-

CiB 3aJ1i3a;
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LIBUAKI BUCOKOIO30Bi Ta BUCOKO3aMiCHI MOXJIM-
BOCTI;

KJIiHIYHA 3pY4YHICTb, OCKiJIbKM BHYTPIilIHBOBEHHE
3aJ1i30 He TOTpeOy€e 3aMOPOKyBaHHS Ta Ma€ TpUBa-
JIMK CTPOK 30epiraHHs 6e3 mpobdjieM CyMiCHOCTI;
SIKIIO TIEBHI TPYINU MALiEHTIB Yepe3 0COOIUBI TTPU-
YMHU BiIMOBJISTIOTHCS Bill TpaHC(Y3iii KpOBi;

Ha JOJATOK 0 KJIiHIYHMX €KOHOMIiYHi mepeBaru
BUKOPUCTAHHSI BHYTPillITHbOBEHHOTO 3ajli3a € Ta-
KOX BaXKJIMBUMH.

OpmHak TIepBUHHE BHYTPIIIHHOBEHHE 3aCTOCYBaH-
Hsl 3aj1i3a MOK€e 3yMOBJIIOBATHU IIeBHY peakilito. Yacto
CIIOCTEPIraeThcsl pa3oBa peakliisl Ha iH(y3ilo 3aiiza
M yac Meplioro 3actocyBaHHs. BoHa He3HauHa it
MUWHAa€E MPUOIMU3HO Yepe3 5 XB Mic/is BBEACHHS Mpo0-
HO1 103U. XBOpi XapaKTepU3yIoTh ii K «HEKOMPOPT-
HUI NPUILIUB» OO0 00JMYYsl, 0e3 KapaioBacCKYJISIpHUX
BUSIBIB (HAmpUKJIa, TiMOTEH3is1), JUCITHOE YU CUMII-
TOMiB, $IKi MOXYTh HaraayBaTW ajiepridyHy peakliilo.
Takwnii Tun BiANOBiAiI 3 HAIBHUMU CUMITOMaMU, ajie
0e3 TeMOIMHAMITHUX TOPYIICHb, O3HAK IIOKY, SIKUA
LIBUIKO 3HMKA€E 0€3 JIIKyBaHHSI Ta HE TTOHOBJIIOETHCS
MMiI 4Yac MOBTOPHOTO BBEIEHHS, BIIEpIle OITMCAaB
®iwbeitn. Moro HasusaioTs peakuicio PimbeitHa Ha
BHYTPIIIHbOBEHHE BBeACHHs 3aidiza [l]. 3a3Buuaii
ITCIs TaKoi paHHBOI peakilii Bci momaiblni iHQY3il
MNpoBOISITh Oe3 HeOe3MeYHUX IO0ilA, BOHU MOXYTb
OyTH OCHOBOIO Teparlii MepBUHHOI JIJAHKU aHeMii Mpo-
TSITOM POKiB Ta 3a0e3MeYMTH MiATPUMKY HaJeXkHOI
SIKOCTi JKUTTSL.

I1ig yac npakTUYHUX 3aHSITH y MPOLIECi MiArOTOBKU
nikapiB 3[ICM Ha HOAUIIIIOMHOMY eTalli MU 0OTrOBO-
PIOEMO CTpaTeTito KJIiHIYHOTO BeACHHS MallieHTa 3 PO3-
TOPHYTOIO KJIiHiKOIO 3ajTi30nediluTHOI aHeMii, a came:

3aro0iraHHs BTpaTi KPOBi;

ITOCTiifHAa KOPEKIlisg aHeMii, TTOB’sI3aHOi 3 BTPAaTOIO

KpOBIi;

CIOCTePEeKEHHS 3a XBOPUM Ta MPOBEACHHS HaJleX-

HUX AOCTiIKeHb 31 CKPMHIHTOM BiKOBUX IMOTEHLIiH-

HUX YCKJIaTHEHbD.

Ha npakTuyHuX 3aHATTSAX AEPXKABHOIO Ta aHTJil-
ChbKOI0 MOBaMM IIIMPOKO 3aCTOCOBYEMO iH(OpMaIliii-
HO-KOMYHiKaTUBHi 3aCO0U TeJeMeIUIIMHU. 3BepHEH-
HS 1o iHpopMaliiiHoro pecypcy http://www.arup.
utah.edu/database/hht/ webcite Hamae 3MOTy B pexKu-
Mi on-line IpOBOANTHM aHAaJIi3 aHTJIOMOBHOI iH(popMa-
i1 3 pi3HUX aKTyaJbHUX MPOOJeM MEIULIMHU, O0ro-
BOPIOBAaTU KIIiHiIYHiI cHUTyalii 3 aHali30M KIIiHiKO-
MopdoJIoriuHuX Mapaseneil, poOUT MUTTEBUM 3aMMUT
IIOAO JiTepaTypHHMX IKeped. TakoxX IMMPOKO BH-
KOPHUCTOBYEMO Taki mxkepena: http://www.telan-
giectasia.co.uk/ webcite, www.imperial.ac.uk/medi-
cine/HHTsurvey2012 webcite.

Takum ymHoMm, CIT giarHOCTYIOTH Ha mMincTaBi
HasIBHOCTiI TPbOX i3 YOTUPHOX CHUMIITOMiB: CITOHTaH-
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HUI emicTakCuc, LIKipHI TeJeaHTieKkTasii, apTepioBe-
HO3Hi MajbgopMallii y BHYTpIILIHIX opraHax Ta po-
IUHHMI XapakTep 3axBoptoBaHHs [20, 34, 35, 41].
TMomwmpenicts CI'T y MoJioaiit momysiiii nepedyBae B
miarra3oni Big 1 : 50 000 mo 1 : 100 000 [27]. CI'T
3yMOBJIIOIOTh MYTallil B IPYIli F€HiB, SIKi KOAYIOTh Kac-
kan tpaHcmitepiB TGF-$/BMP, to6to renn ENG,
ACVRLI (ALK1), SMAD4, a Takox 11e He ineHTui-
KoBaHi aBa iHi reHu. CI'T — cnaakoBuii ayTOCOMHO-
moMiHaHTHMI posnan. Myranii reHiB ENG, ACVRLI
€ OCHOBOIO 111 BimokpemiyieHHsT aBoxX TumiB CI'T —
CIT 1 ta CI'T 2. BoHu pi3Hi 3a xapakTepoM Ta BMiC-
TOM Ha XpOMOCOMIi, 3aJly4eHili 10 MaToJOTiYHUX TeH-
Hux 3MiH. TeseaHriekrasii opajbHOI Ta Ha3aJIbHOI
CIM30BOi 000I0HKM YacTimie 6yBaroTh ipu CI'T 1, HixX
CI'T 2. 3 inmoro 0oky, y mamieHTiB i3 CI'T 2 yacrimie
BUSIBJISIIOTH IIKipHI YpaXKeHHs I Y MOJIOAIIOMY Billi. 3a
000X TUMIB KiJbKIiCTh 3MiH HapocTa€e 3 BikoM. LIIKipHi
3MiHU, OCOOJIMBO TaKi, 1110 MOLIUPIOIOTLCS Ha 00JIMY-
ug, yacrime O0yBaioTh y XiHOK 3 CI'T 1 mopiBHSHO 3
yosioBikamMu [36]. CI'T cripusie yTBOpPEHHIO 3JI0sIKiC-
HUX Heoruia3M. 3a naHuMu aesikux aBropis, CI'T criB-
ICHYIOTb 3i 3JTOSIKICHUMU HeoIlIa3MaMU 1IKipH, Tpyaen,
MeYiHKM, CEeYOBOT0o Mixypa Ta ToBcTol Kuiuku [20, 30].
XBopoba Panmio — Ocnepa — Bebepa — craH, 1isa
SIKOTO XapaKTepHi YMCJIEHHI apTepiOBEeHO3Hi Majb-
dopwmarii [27]. Y knacudikaiii cyTMHHUX MOPYLIEHb,
Je, TmepenyciM, po3MNoAiisioTh Ha MalbopMalii
MOBIJTLHOTO Ta MBUAKOTO KpoBoToKy, CI'T 3apaxoBy-
IOTh JI0 TIOBiIbHOTO. BigCcyTHICTh KalliyisipiB MixK apTte-
piaJbHMM Ta BEHO3HUM KPOBOOOIrOM 3yMOBITIOE TIPsI-
MM KOHTaKT MiX LMUMU KPOBOHOCHUMM JIaHKaMHU.
Takwii cTaH MPU3BOOUTH IO CIIOHTAHHUX KPOBOTEY Ta
KpOBOTeY, 110 MoBepTatoThes. KiliHiuHa KapThHa 3Mi-
HIOETbCA 3 yacoM. Ilepiri cuMnToMu 3 IBISTIOTHCS Y
mimTiTkoBoMy Billi. [TepeBaxkHo 11e ermi3oau emicTakCcu-
Cy, 1110 TIOBEPTAEThCS, SIKi YaCTO BiAOYBAIOTHCSl BHOUI.
HaiiGinpr ypasaMBuMu AJisi KPOBOTEU MICUSIMU €
TepeaHsT YacTWMHA HOca, CepeaHsl paKOBMHA Ta ITHO.
Micue Tta MopdoJoriss Ha3albHUX TejleaHTieKTasii
3MiHIOIOTHCS 3 BiKOM, 3aJIEXKHO BiJl JIKyBaHHSI Ta CTaHY
HOcoBOI neperopoaku [3, 18, 31, 46]. Teneanriekrasii
TaKOX YPaxyloTh LIKipy Ta CIU30BY OOOJIOHKY, MPU-
3BOISYM JO MACHBHMX KPOBOTEY HABITh ITiCJISI HE3HA-
YHUX ypaxXeHb. Haityacriiie BOHM JIOKasi3yloTbCsl Ha
00MYYi, HOCI, TaJbLSIX, BYIIHUX PaKOBMHAX, ryodax,
OpaJibHilt Ta apuHTajdbHiil CJIU30Bili OOOJOHIII.
Teneanriexrasii NiarHOCTUYHO HE € CHeUU(DIYHUMMU.
Bonwu 3a3Buyait HabyBaoTh (hOPMU MaJeHBKUX Y€PBO-
HUX YTBOPEHb, 110 OJTiAHIIIAIOTH ITic/Isl HATUCKAHHS. Y
30 % mnarieHTiB 3’sBsI0THCS 10 20 POKIB, a y TPETH-
Hu — nepen 40. Crnoctepiranucs y 1ecTUPiyHOl TUTU-
HU. Y 25 % mnalieHTiB BUSIBISIIOTh €KCTpaHa3albHi
remMoparii, sIKi 3a3BM4ail € caMOOOMEXYyBaJIbHUMM.
OpHak y 12 % BOHU MPOJIOHIOBaHI Ta IMOTPEOYIOThH
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JikyBaHHs. KpoBoTeui 4acTo MOXYTb MOXOAUTU 3
0azajibHOI Ta OCHOBHOI YacTMH $3MKa, a TaKOX i3
najabliB i cyrnpakiaBikyjaspHoi siMku. Illo panimie
YPaXyIOThCSl LIKipa Ta CIU30Bi 000JOHKM, TO BUILUIA
pusuk kpopotey [17]. Jlikap 3TICM abo nepmatojor
HalyacTillle NeplirMMu JiarHOCTYIOTh Ta JIIKYIOTh XBO-
po0y, TAKMM YMHOM 3aroOiraloum ycKJIagHEHHSIM. Y
pa3i BUOAMMUX CYIMHHUX YypakeHb peTelIbHUil 30ip
JlikapeM TepBUHHOI JJAaHKU aHaMHe3y BKpaii moTpidoeH
JUTST MATBEpJKEHHSI POJAUHHOI CIaJAKOBOCTI, sKa
CYMPOBOIXKYEThCS CIIOHTAHHUMHU KPOBOTEYAMHU, OCO-
0JIMBO 3 HOCA, POTOBOI ITIOPOXKHUHU, TPABHOT'O KaHAJTY.
3a MacMBHUX KPOBOTEY i3 HOca ab0 TpaBHOTO KaHay
MPOTUIIOKA3aHiI MpOoTU3anaibHi W aHTUKOATYJSIHTHI
npenapaty. Ilim yac peanizalii mporpamu BeaeHH:
TaKoro XBOpOro B aMOyJaTOPHO-TIOMiKIiHIYHUX YMO-
Bax sikap 3[TCM 1noBUHEH TaKOX BUSIBISITU MOXJIMBI
JIETeHEBI, CEpLEeBi, MEYiHKOBI Ta HEBPOJOTIYHI MOpy-
IIEHHSI, @ TAKOX aHeMito i mojinureMito. [Tpukpurts
AHTUOIOTUKOM TOTPiOHE Mepen KOXHUM iHBa3UBHUM
Ta JeHTAJIbHUM BTOPTHEHHSIM Uepe3 pU3UK JETCHEBUX
apTepioBEeHO3HUX Masb(opMalliii. ¥ MauieHTiB i3 mia-
rHo3oMm CI'T motpiOHO perynsipHO BU3HAYaTU piBeHb
3aJli3a Ta iHIi MOKA3HUKMU IS 3a1T00iraHHsI PO3BUTKY
anewmii. [Iporpamoro BeaeHHs nauieHTiB i3 CI'T mepen-
0aueHO TakKi MiaTHOCTUYHI IIPOLEAYpPU: MarHiTHO-
pe30HaHCHY ToMorpadilo TOJI0BU, YJIBTPa3BYKOBE
JIOCTiIXKEHHST a00 KOMIT' I0TepHY ToMorpadiio mediH-
KW, KOHTPAcTHY exokapmiorpadiro Ta BUMiprOBaHHS
CHUCTOJIIYHOTO TUCKY B JIETEHEBI apTepil U1 BUSIBICH-
HSI JIETEHEBOI rinepreH3ii. BaxkimmBo nudepeHiioBati
TeJeaHriekrasii mpu cuHapomax Panmio — Ocnepa —
Bebepa Ta artaxcii-TeneaHriekTasii, MPUPOIKEHUX
IOOPOSIKICHUX TeJleaHTieKTa3isix Ta BAaCKYJISIPHUX ypa-
XKEHHSIX Y pa3i XpOHIYHUX IEeYiHKOBUX PO3JAMdiB.
IMocnimoBHa poTOKOATYJISALIS i3 3aCTOCYBaHHSIM apro-
HOBOTO Jlazepa Ta cKJepoTeparis e(GeKTUBHI 11010
3YMMUMHKU KPOBOTEY i3 CJIM30BOI OOOJIOHKM POTOBOL
nopoxxHuHu [15, 25]. Teneanriekrasii Ha 00JMYYi, SIKi
TICYIOTb 30BHIIITHII1 BUIJISIA, BUAAJISIOTH 32 IOIIOMOT OO0
KOJIbOpOBOro Jyasepa [9]. ¥V miTHIX mromeit 3ramaHi
3MiHHU BIUTMBAIOTh Ha CTaH BHYTPIllIHiX opraHiB. Tak, y
25 % mnarieHTiB BikoM 50 pokiB Ta crapiie OyBalOTh
KpOBOTeYi 3 TpaBHOro KaHaiy. KpoBoTeui B MO3OK,
JIETeHi, MiAILTyHKOBY 3aJ103y Ta Te4YiHKy crocTepira-
I0ThCS pinKo [5]. Y GinbIocTi BUManKiB 10 dhaTaIbHIX
HaCJIiAKIB MPU3BOASITH MACUBHi JIEr€HEBi, MO3KOBI
KpoBoTeyi Ta 3 TpaBHOro KaHaiy [10]. st JikyBaHHS
€IMiCTaKCUCY 3aCTOCOBYIOTh JTyOPUKAHTU, aHTUDiIOpU-
HOJIITAYHI IperapaTu, Ja3epHy a0Jsiiiio, JepMoriac-
TUYHY OIlepallilo Ha Ha3ajbHili Meperopoii Ta cuc-
TeMHi a00 TOMiYHi FOPMOHM Ha Ha3aJbHY CJIU30BY
000J10HKY [3, 18, 31, 46]. KpoBoTeui 3 TpaBHOTO KaHa-
JIy JIIKYIOTh 32 JOTIOMOTOI0 €HIOCKOMIYHUX MPOLEAYP
a00 cerMeHTapHUX XipypriyHuX pe3ekiiii. Y pasi MeH-
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LIKMX KPOBOTEY IPU3HAYAIOTh TOPMOHAIbHI Ta aHTHU-
GibpuHONITHYHI npemnapatu [5].

Ilin yac mpakTUYHUX 3aHATH 11 Jiikapis 3[1ICM

MU HaroJIouryeMo, 1o CIiJbHOI MPOOIEMOI0 XBOPUX
Ha CI'T, Ky moBuMHEH BYacHO Ta MOCTIMHO pO3-
B’sa3yBatu Jikap 3I1CM, € cuaeporneHiYHa aHEMis.
st 3anmobiraHHs 1 i HopMaJizallii IMPOoKO 3aCTOCO-

I1.
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HacnepcrseHHas reMmopparvueckas TenieaHruakrasus (6onesHb Pangio —
Ocnepa — Bebepa): TeopeTHueckre U KNMHUYECKUE AAHHDbIE

HaumoHanbHbIi MEAMIIMHCKUI yHUBEpCUTET MeHU A.A. Boromoublia, . Kues

B crarbe npuBeneHbl TEOPETUYECKHE U KIIMHUYECKHUE JaHHbIE O HACIEACTBEHHOM reMOpParn4ecKoil TeJleaHrnoKTa3uu
(HI'T) u ee neyennu. KnuHuvyeckue cumnTombl, ceMuoTnuHble miss HI'T, moaTrBepxknaloT auarHo3 00ne3HU, ecld, To
MEeHBIIEH Mepe, 3 Wian 4 KpUTepus MPUCYTCTBYIOT Y MallMeHTa: SIMCTAKCHC (HOCOBOE KPOBOTEUCHHME), TEICAHTMIKTA3UK
CJIM3KCTO, KOXHOU M TaCTPOMHTECTUHAILHOM JIOKAIM3alK, apTePUOBEHO3HbIE MaTb(OPMALIK, KOTOPhIE Yallle BCETO
MopaxaloT 6acCeiHbl JIESTOYHOI0, TIEYEHOYHOI0 U 1IepedpaibHOro KpOBOOOpaIleHHsI, 1 JIOMMHAHTHOE CeMeitHOe HaCIen0-
BaHUe (ayTOCOMHOE JOMMHAHTHOE COCTOSTHHME BCIICACTBUE €AMHUYHON MYTallUK B OTIPEICICHHBIX reHax). Y O0JIbHBIX, KaK
MIPABUJIO, BBISIBJISIOT XXeJIe301e(PULINT, KOTOPBIiA Yallle BCEro 00YCI0OBIMBAETCSI XPOHNIECKON KPOBOITOTEPEl M3-3a racTpo-
MHTECTUHAIbHBIX U Ha3aJbHBIX TeJCAaHTMIKTA3UIA.

KiroueBsbie ciioBa: HacjieICTBEHHAsI TeMopparnJeckasi TeJieaHrnakTasusi, 6ose3Hb Panmio — Ociiepa — Bebepa, repBud-
Hasi MeIMKO-CaHUTapHast IOMOIIIb, 0011ast BpaueOHast PaKTHKa.
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Hereditary hemorrhagic telangiectasia (Rendu — Osler — Weber disease):
theoretical and clinical data
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The article presents theoretical and clinical data on the hereditary hemorrhagic telangiectasia (HHT). Clinical symptoms,
which are semiotic for HHT confirm the presence of the disease when at least, three or four criteria revealed in a patient:
epistaxis (nasal bleeding), mucous, skin and gastrointestinal telangiectases, arteriovenous malformations in pulmonary,
hepatic and cerebral circulation and dominant familial type of the disease (autosomic-dominant type of inheritance). Patients
with HHT usually have iron deficiency, mostly often associated with to chronic bleeding due to gastrointestinal and nasal
telangiectases.

Key words: hereditary hemorrhagic telangiectasia, Rendu—Osler—Weber disease, primary care, general medical
practice.
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