PIOKICHI 3AXBOPHOBAHHA

KNIHIYHI BUNAOKA

XBopoOa Towe: HoBI MIpKUBAHHY

ma npolnemu panubo20 BUSBNEHHY poanagy

Xeopo6a lMNowe (XT) € pigKicCHUM TSIXXKMM CNAAKOBUM J1i30COMHUM 30XBOPIOBAHHSIM HOKONUWYEHHS, SIKE MPU BiACYTHOCTI
CBOEYACHOI AiarHOCTUKMU W AAeKBATHOTO JliKyBAOHHS MOXKE NPU3BECTU A0 iHBaniagu3sauii Ta CKOPoYEeHHS TPUBANOCTI XXUTTA
nauieHta. Hesepaxxaoum Ha HM3bKY nowmpeHictb, XI' mae Benuke meamko-couianbHe 3HOYEHHS Yepe3 BUPCKEHi KIiHiuHi
NposBY, SKi 3HOYHO 3HUXXYIOTb AIKICTb XXUTTH NALi€HTIB, i 3HAYHI GpiHAHCOBI BUTPATU Ha NiKYBAHHS i peabinitauiio. PaHHs
AiArHoCTUKA 3aXBOPIOBCAHHS € 3AMOPYKOIO CBOEYACHOIO NPU3HAYEHHS NAaTtoreHeTu4YHoi pepmeHTHO3aMicHOI Tepanii
(P3T), cnpsamoBaHOoi HAO MiHIMI3ALiI0 PO3BUTKY HE3BOPOTHUX YCKIGAHEHDb, AOCITHEHHS CTINKOI pemicii Ta 36epexxeHHs
couianbHOi AKTUBHOCTI i NpauesgaTHocTi. BignoeigHo, BenuuesHe 3HOYEHHS MAE O6I3HAHICTb NiKAPiB NEPBUHHOI JIGHKY,
oco6nuBo cimeitHux nikapis i nepiaTpie, WOA0 OCHOBHUX KiiHiYHMX 03HAK XTI Ang cBOEYACHOI AiGrHOCTUKM i HEeramHoro
HANPABNEHHS NALEHTIB HO KOHCYJbTALIIO A0 reHeTuKa 3aansa Bepudikauii giarHo3y W novyarky NikKyBaHHS.

JlizocoManbHi XBOpOOM HAKOMUYEHHS
(JIXH) — 1e rpyma ciagKOBHX 3aXBOPIOBaHb,
OB’ SI3aHUX 3 MOPYLIEHHSIM (PYHKIIIT J1i30-
COM, BHYTPIIITHBOKJIITHHHHUX OpTaHe, 110
TIePEeTPABIIIOIOTh EK30TCHHMIA MaTepial adbo
HEIoTpiOHI opraHe/n KJIITUHU 3a JOTIOMO-
rowo ¢pepMeHTiB. [eHeTHYHO IeTepMiHOBaHE
TTOPYIIEHHS CHHTE3Y OMHOTO 200 IEKITbKOX
(epMEeHTIB J1i30COM MPU3BOIUTH JO HAKOIIH -
YEeHHS B HUX CHeU(DIYHOTO cyOCcTpaTy LUX
depmenTiB. KiiHiuHa KapTUHA OKPEMUX
JIXH 3anexuTs Big TOro, B SIKUX OpraHax
i TKAaHMHaX BiAOYBAEThCS HAKOMTMYEHHS Cy0-
ctpary. Bonn 9acto MaroTh mojriopraHHui
XapakTep i MoTpedyoTh IM(pepeHLiitHO1 mia-
THOCTHUKM i3 3aXBOPIOBAHHSIMM HEPBOBOI
CHCTEeMH, HUPOK, M SI30BOIO AUCTPOdIET0,
CKEJIETHOIO TUCIIA3i€I0, TermaTOMETai€xo,
CIUIEHOMETAaJTi€10, KapAiOMioNaTie0 TOIIO.

Opniero 3 HaoiIe momupennx JIXH
€ XI, BigoMa Takox K C(iHTOMiImigo3 —
po3nan, CIpUuYMHEeHU aedinurom dep-
MeHTy Tiokounepedposunazu (GCase).
3rimIHo 3 0CTAaHHBOIO KJTacH(piKaIlielo cram-
KOBUX MeTabomiuHux posnanis [1], XI' Bu-
3HAYAETHCS SIK BPOIKEHA ITOMIJIKA MeTabo-
JII3MY 3 ayTOCOMHO-PEIeCUBHUM THIIOM
yCITaAKyBaHHSI, IKa HAJICXKUTH 0 TTiIKaTe-
ropii JIXH [2]. Aedimut dhepMeHTY IpHU3BO-
INTH 10 HAKOITMUEHHS TITIOKOLIEPeOpO3nILy
B JIi30cOMaXx i MOJAIbIIOTO ypaXKeHHs Oara-
ThOX opraHiB. HemocraTHiit kaTabomizm
TTIOKO3WIILIEPaMiIy i HAKOITMIECHHST MaKpO-
(aramMm 1IbOro cyocTpaTy IPHU3BOISATH
1o BicuepanbHux nposBiB XI. Chinromimon
OepyTh YyJacTh Y 3aIlaIbHUX Ta allOITOTHY-
HHX IIpOoIIecax, a TITIOKO3WIIepaMil MOXe

MaTU NPpSIMU aKTUBYIOUMIA 200 TTOCUITIOI0-
YW BIUIMB Ha (PYHKILi10 MaKpodariB, MOX-
JIMBO, 4Yepe3 CEJEKTUBHY AUCPETYJISLil0
KaJblLi€BUX KaHaTiB. JleKiabKa iHIMKaTOPiB
aKTUBAIlil MaKpodariB Oy, BUSIBJICHI y HalI-
JINIIKY B T1a3Mi manieHTiB i3 XI [3, 4].
licTonoriyHa oliHKa moka3ajia HeOTHAKOBE
30UTBIIEHHS OEeIKUX MOJIEKYJT Y KIIITUHAX
cenesinku nipu XI' [5]. AnbTepHAaTUBHUM
MeXaHi3MOM € aHOMaJIbHE 3rOpTaHHSI My-
TaHTHUX OiJIKiB B €HA0IJIa3MaTUIHOMY pe-
TUKYJIyMi [6], 1110 iHIiLIiI0€ peakiiilo po3rop-
HyTOro OiJIKa i MOXXe BUKJIMKATH alloNnTo3
abo 3amnaneHHs [7]. IcHyOTh noKa3u, 110
nesiki myTanii mpu XI' MOXyTb MpU3BECTH
JI0 aHOMAJIFHO 3TOPHYTHUX YH TPAHCIIOPTO-
BaHUX OiNKiB [8].

HesanexxHo BiIl OCHOBHOTO T¢HETHYHOTO
nedexrty, XI' TpU3BOAUTH 10 MYJIbTUCUC-
TEMHOTO pO3JIamy, IO XapaKTePU3YETHCS
(beHOTUTTOBOIO TETEPOTCHHICTIO i ITUPOKIM
KIiHiYHIM criekTpoM. CydJacHa JiiTeparypa
BHU3HAYA€E 3 OCHOBHI heHOTHIIN:

e Tun 1 (XT'1 xpoHiuyna HeHeiipoHoma-
THYHA) — HCHEWPOHONIATUIHII BapiaHT
i3 TIepeBaXXHUM ypaxkeHHSIM TICIiHKH,
CeJIe3iHKM, KiCTOK i reMaToJIOTiuHOi1
CUCTEMU;

o tun 2 (XI'2 rocrpa HeiipoHONaTHIHA) —
TOCTpUIA HEMPOHONATUYHUI BapiaHT,
SIKIIi BUHNKA€E B PAHHBOMY ITUTHHCTBI,
€ HaUTSKIO0I0 (hOPMOIO;

o tin 3 (XI'3 xponiuna HeiipoHonarnana) —
MiArOCTPU HEMPOHONATUIHUIA Bapi-
aHT, IEMOHCTPYE KJIiHIYHUI MoYaToK
4acTillle B IMTUHCTBI 200 MiTITKOBOMY
BiMi [2].

1li 3 ocHOBHI (hDeHOTUTIM MOXHA JOJaT-
KOBO KJIacu(}iKyBaTh Ha MiATUIIU 3aJIEKHO
Bill BiKY ITOSIBM CUMIITOMiB, ILIBUIKOCTI IMPO-
TpecyBaHHS Ta iHIIMX 0o3HaK [9]. Haiimo-
mupeHimmoio dhopMoro B €Bporri, [3paini,
Kanani i CILIA € XI'1 (94%), B iHmmx Kpai-
Hax 4acCTilIMMU € HelipoHOMaTU4Hi (hopMu
[10, L1].

Mlopmpem negiampu4xo2o nauienma 3 XI

XI' Mae pi3HOMAaHITHI KJIiHiYHi TIPOSIBH,
nmobpe omwcaHi B Jtitepatypi [14]. CummromMmn
XTI 30iratoThcst 3 MpOSIBAMU JSSIKUX MO~
PEHUX AUTSYUX 3aXBOPIOBAaHb, IO IPHU-
3BOIUTH J0 MiaTHOCTMYHMUX ITOMMJIOK i 3a-
TPUMKH BCTAHOBJICHHS TTPAaBWJIBHOTO Hia-
rao3y (puc. 1) [15].

VY npiteir i3 XI'l HafiuacTilmmmMu mpo-
SIBAMU € CIUICHOMeTaJisl, TelmaToMeraltis,
TPOMOOIIUTOIIEHISI, HOCOBI KpOBOTEUi TOLIO,
110 3HAYHO TTOTIiPINYe SIKIiCTh XXUTTA [12, 13].
Cepenus tpuBamicts XuTTd mpu XI'1
Ha 10 pokiB MeHIIIa 3a 3aTaJTbHY TIOITYJISIIIIIO.
Hitn 3 XI'2, 9K mpaBujio, TOMUPAIOTh
IIo 2 pOKiB, Tomi sIK Tipu XI'3 HeBpOJIOTiUHI
CHMIITOMU PO3BUBAIOTHCS MOBIIBHILIE i XBO-
Ppi 4acTO JOXMBAIOTH 10 3piIOro Biky [16].

CriieHOMeratio Ta muToreHito mpu XIK
MOXHa CIUTyTaT! 3 iHIIMMHU XBopobamu [17],
30KpeMa, 3i 310sKiCHUMU FeMaToJIOTiYHUMU
HOBOYTBOpeHHsIMU. HaBiTh y pasi HU3bKO1
WIMOBIPHOCTI PaKy Iie MPUITYIICHHS PO3TJIS-
JTAIOTh TIEPIIIOYEPTOBO, 110 BUKIIMKAE 3aHE-
MOKOEHHS y 0aThKiB. AKIIO paK BUKITIOUYEHO,
CJIiJ pO3IJISIHYTH BipOTiAHICTh HassBHOCTi XTI
3a gJaHUMK ONUTYBaHHS, 43% mnalliceH-
TiB i3 XI' y CIIIA oTpuManm momepenHiin

CUMNTOMM
(aHemis, TpomBoupToneHis);

NOPYLIEHH ———> * QHEMis, TpomboLuToneHis;

* CTEHO3 KNANQHIB cepus;

* NOpYLUEHHS PO3BUTKY; — > * IOPYLUEHHS PO3BMTKY;

* anchyHKuia cTosBypa Mo3ky —> ® aucdyHKLia cTOBBYpa MO3KY

HosoHapopxeHnni: Mepumii pik xurra: AutnHctBO:
* BPOAXEHMH ixTio3; * FOPU3OHTANBHI CAKAAMYHI * FOPM3OHTANbHI CAKAAMYHI
MpesenTauis * renatocnnexomeranis; aHomanii; > aHomanii;
XI: o3Haku/ e« remaronoriuui * CynomM; * renaTocnneHoMeranis, —————>

MigniTkoBwii nepiog;
* 30TPUMKQ CTATEBOTO
AO3piBAHHS;
* renaTocnaeHoOMeranis;

* YPaXeHHs KicTok;

* YPaXeHHs KicTok;

*6inb y KicTkax;

* MiOK/IOHIYHa eninencis

* [eMaTONOriYHi NOPYLIEHH] —————>
(ekniouatoun kposoteui);

Yy

*6inb y KicTkax;
* GHOMANbHi KPOBOTEN

* PaK, 30KPEMA reMATONOTIHHMH;

* xeopoba lNeprecq;

* capkoipos;

* xsopoba doH Binnebpanaa;

* anepris Ta 6inb MPK 3pOCTAHHI;

* bakTepiansHuUi OCTEOMIENIT;
* iHwi JIXH

[InTs4i 30XBOPIOBAHHS 3 O3HAKAMM | CUMNTOMAMM, Lo nepetuHatoTbes 3 XI:

* FeMATONOriYHI PO3NAAM, HANPHUKNAA, iRiONATMYHA TPOMBOLUTONEHIS;

* MeTaboiuHi 30XBOPIOBAHHS KiCTOK (Hanpuknag, paxit, Aediuut sitaminy C abo Migi, cepnosupHoKniTMHHG aHeMis, xeopoba MMepxeral);

Puc. 1. XpoHonoris nosiBu o3Hak i cumntomis XI'y aurauomy siui Ta aetanbHa inpopmalia
Npo iHWi AUTAYI 3AXBOPIOBAHHSA, O3HAKM | cumnToMK SKnX nepeTuHalotbea 3 XT (N.J. Weinreb et al., 2022)

MOMWIKOBUI JiaTHO3 JIeHiKeMii, MHOXMHHOI
Mi€eToMH 200 paky nedinku [18, 19]. Bpaxo-
BYIOUM IIe, OyJa BU3HAUeHA HM3Ka O3HAK
1 TapaMeTpiB, HAMOUIBII XapaKTePHUX IS
panHix crazgiit XI'l i XI'3, 1106 TmonermmTi
JIIaTHOCTHKY IINX 3aXBOPIOBaHb (Tabm.) [14].

3aranom yci Tummu XI' MOXyTb XapakTepu-
3yBaTUCS YPAXKEHHSIM BHYTPILIIHIX OpTraHiB
3i CTIJIEHOMETAJTIEIO Ta/a00 TermaToMeTalieo
[21]. IxmIi pe3yabraT MOXYTh BKIIIOUATH
LIMTOIICHIIO 3 TPOMOOIIUTOIIEHIEI0, aHEMIlO,
JIEMKOIIEHI10, ypaXeHHs KiCTOK, iH(]inbTpa-
1Iif0 KiCTKOBOTO MO3KY, OiJIb ¥ KiCTKax 3 oc-
TEOTIEHIEI0 Ta CUCTEMHI CUMIITOMHU, TaKi
SIK 3aTPUMKa pOCTY 200 3aTPHMKa CTaTEBOTO
no3piBaHHA [22].

AnzopumM giaznocmuku XTI

HiarHoctuka XI' yCKJIaTHIOETHCS HE TiJlb-
KM TETePOreHHICTIO i HecneunpiuyHiCTIO
CHMIITOMIB, a TAKOX TeorpadiuHoro Ta BiKo-
BOIO BapiabesbHicTio. HeBposoriuHi nposisu
OiNbII MOLIMPEHi B a3iaTChKMX Ta apabChKUX
TTOMYJISISIX, HIX Y IIepeBaXkKHO KaBKa3bKUX
(5% XTI'2/XTI'3). CriocTepiraloThCsl TAKOX
perioHasbHi Bapiawii: y IlBewii 40% Burmnazn-
KiB XI'3 miarHOCTYIOTh Ha miBHOUi. Pi3Hi
CHMIITOMM 3a3BUYaii 3’ SIBJISIIOThCS Y TIEBHO-
My Bili. Jludepeniifina giarHocTuka, siKk
MIPaBUJIO, OXOILTIOE IMUPOKUI CIEKTP iH-
dexuiiiHuX, 3105KICHUX i MeTabOTiYHUX
3axBopioBaHb. Lli HecnenmgiuHi cuMMIITOMU,
(eHOTHIOBA HEOMHOPIAHICTD i BiICYTHICTb
3HaHb PO XBOPOOY YaCTO MPU3BOIAATH
IO 3aTPUMKM JiaTHOCTUKU, a iHOMI i 10 TpU-
BaJIOi JiarHOCTUYHOI «Oficei» HaBiTh Y miTeit
3 SBHUMM KIIIHIYHUMHY TIposiBaMu [22].

BpaxoByroun reTeporeHHiCTh 3aXBOPIO-
BaHHS, OYJIO 3aIIPOIIOHOBAHO TIEPETJISTHYTH
Miaxin 10 anroputMy aiarHoctuku XI 3 po-
KyCOM Ha TOXOJI>)KeHHI Malli€HTiB i HasB-
HOCTi CIJIEHOMeratil SIK KJII0Y0BO1 O3HAKU
XTI, ocKibKM BOHA MPUCYTHS y TlepeBax-
HOI OLTBIIOCTI TAIlieHTIB i€l Tpymu [23].
3riaro i3 cydacHUMU gaHuMu, 87 % mawieH-
TiB i3 XI' MalOTh cryieHOMeTasio, 110 nepe-
BUIIY€E HOPMY y 5 pa3iB (cepeaHiil 00’em
cesie3inky 15,2xH0pMa) [24]. ¥V nallieHTiB

Tabnmus. OCHOBHI 03HAKM, SIKi BKA3YIOTb
Ha e, wo XTI (tun 1 1a/a6o 3) cnip
BKNIo4aTH B AndepeHLiiiHy AiarHOCTUKY
(N.J. Weinreb et al., 2022)

[acTpoeHteponoriyHi:

* cnneHomeranis (3a38KM4aM He3po3yMmine 36inblueHHs
CenesiHky WOHAMMeHLWE BTpM);

* renatomerarisi (Haiuacrilwe nerke abo nomipxe
BIAXMNEHHS Bif HOPMH)

OproneauuHi:

* 6inb y Kictkax (abo Ginbw cepio3Hi KicTKOBi 03HAKM/
CUMNTOMM);

* Kipo3 (s npasuno, Tinbku 8 XI'3)

3aransHomean4Hi:
* rinepepuTuHemis (Haiuacrile nerke abo nomipHe
BIAXUNEHHS Bifi HOPMH)

lemaronoriyHi:

* aHemis (Haiuacrilue nerke abo NOMIpHeE BiAXMAeEHHS
Big HOpMH);

* pomBouuToneHis (Haiuacrile nerke abo nomipHe
BIAXMNEHHS Bif HOPMH);

* rammanaris

Heeponoriui (rinbku npu XI'3, ane yacto

nepeayoTh Y1 CyNPOBOAXKYIOTHCH CUCTEMHUMM O3HOKAMM):
* N10BiNbHi rOPU3OHTAMbHI CAKAAM 3 HENOPYLIEHMM 30POM;
* MOpPYLUEHHS MEPBUHHOTO MOTOPHOTO PO3BHTKY;

* MiOKIOHI4Ha eninencis

KosapiaThi dpakropu:
* €BPENCHKE MOXOAKEHHS;
* cimenHui aHamues XI



PIOKICHI 3AXBOPHOBAHHSA

KJHIYHI BUNTAAKU

‘ Cnnenomeranis? ‘

v v

3pobuTH aHani3

HOPMOITbHE HOCHYEHHS
Ha pepmeHTH

TpaHcdepuHy?

Anroputm piarHoctukmn XT ans oci6 aLikeHa3bKOro NOXOAKEHHS

Yacrora X' ~1:800; remaronoriui 3noskicHi Hosoytsopenhs 1:2 500

CnneHexToMis? ‘ Tax ‘ ‘ Hi ‘ Honomixua indopmauis
¢ Ans nigTeepAXeHHs nigo3pu Ha XI
. . AHamnes:
Y Hu3bkuit piseHb TpombouuTia? . o
CxunbHicTs o kpoBoTey? * KOMEHI B XOBIHOMY MIXypl;
Crouarky CrabinbHa rinepdeputnHemis + * AHCKOMOPT y XUBOT]

Migsmiweni Mapkepu 3ananenHs?

* HM3bKMMU PiBEHb XONECTEPHUHY;

* rinepdepuTMHeMis;

* cenesiHKoBi By3nu;

* TpoMboLuTONEHis, NOB’A3AHA 3 BAFITHICTIO;
* NicnSNonoroei KpoBOTEYi;

<

Bignosias «Tak» Ha oaHe abo Kinbka NUTAHb ‘

* 6inb y KicTKaX;

A Y

* raMMO-QHQNI3 NEHKOLMTAPHOI KUCIOi

AHania neikoumTapHoi kucnoi B-ratokosngasm

‘ B-rniokosuaasunarii

Puc. 2. Anroputm piarHocruku XT B oci6 awkeHasbkoro noxomkeHns (P.K. Mistry et al., 2011)

aIlIKeHa3bKOT0 MOXOMKeHHS gacTtoTa XI
cTaHOBUTH pubam3HO 1:800, TOm IK reMa-
TOJIOTiIYHi 3JI0SKiCHi HOBOYTBOPEHHS 3Y-
cTpivaroThcs HabaraTto pigie (6JU3bKO
1:2 500) [25]. Tomy B 1iif eTHIYHINA TpyIIi
NOLIJbHO MPOBOAUTU TeCcTyBaHHS Ha XTI
K 00cTeXeHHs1 1-01 JiHil 32 HasIBHOCTI
cruteHoMeratii Ta murorneHii. Ciig Bpaxo-
BYBaTH, 110 HANITOIMMPEHIIINI TeHOTHIT
y il TPYIIi 9acTO XapaKTepH3YEThCS JIeT-
KOI0 LIMTOTICHIEID Ta CIJICHOMETAJi€lo,
SIKi CITOYATKY MOXYTh 3aJUIIUTHCS HEIO-
miveHuMU. Taki 03HaKH, SIK rinephepuTr-
HeMisl, HU3bKUIA piBeHb JIIOMPOTEINiB BU-
COKOI IIMIJTEHOCTI, JXOBYHOKaM’ sTHa XBOPO-
0a 91 0CTEeOIopo3, MaIOTh HACTOPOKUTH
moxo MoximBoi XI.

VY HeamkeHa3pkux nomynsauisx XI' 3y-
crpivaeTsed pimmre (1:40 000) mopiBHSIHO
3i 3JIOSIKICHUMU TeMaTOJIOTIYHUMU HOBO-
YTBOpEHHSIMU. ToMy CITOYATKYy CJliJi BUKJTIO-
YUTH pak, a noTim posrastaatu XI. Ilig yac
Oiorcii KiCTKOBOro MO3Ky BapTo IIyKaTu
O3HAKH SIK 3JI0SKiCHIX HOBOYTBOPEHB, TaK
i kiitvH [omre. Lle oOrpyHTOBYE JiarHOCTUY-
HUI AJITOPUTM, CTpaTU(diKOBaHUI 3a €THiY-
HOIO TIpUHAJIEXHICTIO (puc. 2, 3).

HiarnoctTruaum TectoM it X1 € meMoH-
cTpalliss HM3bKOI aKTMBHOCTiI KMCJIOTHOI
B-riIroKo3uIasy B JieKouTax neprudepnd-
HOI KpoBi (HopMa 2,1-5,3 MKMOIb/11/TON).
HocnigxeHHsI TPOBOASATh Ha JIeMKOUUTaX
3 BUKOPUCTAHHSIM (hIyOpPEeCIeHTHOTO Cy0-

crpary [23].

" | IIpoBeneHHs ceKBeHYBaHHA BCI€T KOTY-

—J 10901 Ai1aHKH reHa GBAI pekomMeHI0-
BaHO MaLiEHTaM i3 BUCOKOIO Migo3poio Ha XI'
Y pasi HeraTUBHHUX pe3YJBTATiB CKPUHIHTY
HA MOUIMPeHi MyTanii.

AHani3 myrtauiit GBAI mMoxe HamaTu
IIPOTHOCTUYHY iH(pOpMalIifo, X09a (heHOTH-
MiYyHa MiHJIMBICTh Cepel MallieHTIiB 3 OIHA-
KOoBUM TeHoTUNIOM GBAI 3HauHa. Bus-
HaueHHS MyTalii GBAI y ipobaHaa TaKOX
TIOJIETIITY€E CIMEHHMIT CKPUHIHT ISt TCHETHY-
HOTO KOHCYJIBTYBaHHSI, OCKIJIBKY T€TEPO3H-
TOTHMX HOCIIB HEMOXJIMBO HAIITHO iIeHTH -
(ixyBaTu 3a 1OMOMOTOI0 (PepMEHTHUX
TECTiB.

Mapmakonoziune nikysanua XI y gimeii
Paniie nauieHtu 3 XI' orpuMyBaiu repe-
BaXKHO CUMIITOMATIYHE JIIKYBaHHS, BKITIOUA-
FOUM CIUICHEKTOMIIO Ta OPTOIICINIHI orepa-
mii. OKpeMUM TalieHTaM MPOBOIWIN ajlo-
TCHHY TPaHCIJIAHTAIli}0 TeMOIIOCTUUYHUX
cToBOYpoBUX KiiTnH. CriieHeKkToMist Oyna
MoKa3aHa 3a HassBHOCTi MACMBHOI CIIJIEHOME-
rajiii Ta BUpaXX€HOTO TiMepCIIeHi3My 3 Me-
TOI0 KOPEKIIil MOpylIeHb XapuyBaHHS, 3a-
TPUMKH POCTY V HiTeil a00 YCYHEHHS MeXa-
HiYHUX YU CYIMHHHUX YCKJIaaHEHb [26].

[Tpote micas crijieHEeKTOMii Yy epeBaKHO1
OiIBIIOCTI XBOPUX CMOCTEPIrajii PO3BUTOK
KiCTKOBUX YCKJIaTHEHb, TAKNX SIK OCTCOHE-
KpPO3 BEIIMKUX CYIJI00iB, IPOrpeCyBaHHS Te-
naTomeraii 3 pO3BUTKOM LIMPO3Yy MEUiHKU
Ta TMIBUIIEHHS PU3UKY JeTATbHIX BUTIAIKIB
Bin cenrruieMii [27]. 3 BupoBamkeHHSIM O3T
MMOKa3aHHS OO0 CIUICHEKTOMIii IIPaKTUIHO
3HUKIN [28].

CyyacHi migxomu 10 JiKyBaHHS XI' BKITIO-
qgaioTh P®3T Ta cydcTpaT-peayKyody Tepa-
mifo (CPT). MeToto JTikyBaHHS € 3a1100irad-
Hs iHBaslinu3allil BHACiAOK YCKJIaJHEHD,
TaKuX SIK MacuBHa (piOpo3Ha CIIEHOMEeTa-
JTisl, aBaCKyJISIPHUN HEKpPO3, BTOPUHHUNA
OCTEO0apTPUT, KOMIIpECist XpeOlliB Ta mepe-
oM, Gibpo3 MeuiHKy 9u JereHb. OKpiM
cnenudiyHoro JikyBaHHSI, MOXE 3Hal0-
OuTHCS CUMIITOMATUIHA Tepallis, Hallpu-
KJTaj, IpU3HAYCHHS aHAITCTHUKIB ITPU OOJTIO
B KiCTKax, MpenapaTiB KaJIbllil0 Ta BiTaMi-
Hy D nipu octeonoposi, remotpaHchy3ii mpu
BUpPaAXEHilt aHeMil Ui reMopariayHOMy CHUH-
apomi [19].

Konuermist @3T Oyna BIiepIa omrcaHa
y 1966 p., yepe3 piK Iicjast BCTAHOBIICHHS
ycnankoBaHoro medinnty GCase SIK eTio-
sorigroro ¢akropa XI' [29, 30]. Cripobu
®D3T npu XTI mmpoBOAMINCS 3 CEpEeINHUI
1970-x pokiB, ajie Oy HEBIATUMU IO TOTO
Jacy, TOKM MaHiIyJIAlii 3 ¢hepMeHTOM
He MPU3BEJIU 10 BiIKPUTTS BHYTPIlIHIX 3a-
JIWIIKIB MAHO3M, IO 3a0€3MeUnII0 CIIPSIMY-
BaHHS hepMeHTY 10 Makpodaris [31]. 3T
BHepIe OyJia yCIiIIHO 3aCTOCOBaHA B KJIi-
Hili y 1991 p. 9K Teparris 11 MaIiEHTIB
i3 XI'l i XI'3 [32]. ITi3Hiure 3’IBUBCS mpe-
mapar iMmirialepasa — peKOMOIHAHTHUM
anaynor GCase, K1 MPOAYKYETHCS B KITi-
THHAX SI€YHUKIB KUTaliChKOTO XOM’STIKa.
Mpuamym ®3T mossrae y 3amimmeHHi medi-
mutHoro epmenTy GCase y KIIiTHHAX, 0CO-
6mmBo B KiituHax [ome [33].

‘ | EdexruBnicts i mepenocumicte ®3T
—J naunieaTamvu i3 XI' miaTBepmKeHa pe3y.ib-
TaTaMU KJIHIYHUX JOCJiKeHb, JaHUMH NPO-
rpam (papMaKoOHALISIy BUPOOHMKIB mpemapa-
TiB, a TaKOXK iHopmali€lo 3 peecTpiB 3aXBO-
PIOBaHb i JiKapchKux 3aco0iB. He moBimomisi-
JIOCS TIPO BHIAIKM CMepPTi a00 HE3BOPOTHOTO
VIIKOKEHHS] BHACHIIOK TSDKKHX MOOIYHHX
peaxiiiii, MoB’s13aHUX i3 mpenaparom [34].

Y BigkpUTOMY 9-MicSUHOMY HOCIIIKEHHI
B3SIM y9acTh 12 MOpOCHIWX IAIli€eHTiB
(>18 pokiB) 3 XI'l, saKi paHilre He OTPUMY-
Bayiu O3T. Benarmonepasy-o. crioyatky mpu-
3HAYMJIM TPHOM TTAIliEHTAM Y 3POCTAI0UNX
npo3ax (15, 30, 60 O[1/kr), iHmmM 9-Tn —
onpaszy mo 60 Ol/kr. Bxe micnst 3-x mics-
11iB JIiIKyBaHHS CITOCTEPIraiu KIiHIYHO 3Ha-
yyie 30UTbIIEHHS PiBHIB reMOTJ00iHYy i
TPOMOOLINTIB, 3MEHIIIEHHS 00 €MIB TIEUiHKU
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Mpumitku: MGUS — MoHOKNOHGAbHA raMANQTis HEYTOYHEHOTO reHesy.

i cene3iHKy — Tricidg 6 i 9 MicALIiB BiIITOBITHO.
IMicisg >12 micguiB Teparmii Bejarione-
pasoto-o. y 103i 60 OJ1/Kr ycimM 3MeHIIIN
no3y mo 30 O/Kr micist JoCSITHeHHS >2
i3 4-x TepanesTryHuX 1ineit G3T Ha nepriro-
My poui. [TauieHTH oTpumyBaiu Tepa-
mio y mo3ax 30-60 OJl/kr (y cepeaHbOMY
35 Ol /kr) 1 pa3 Ha 2 THKHI TIPOTSITOM 7 po-
KiB. I[TpogemMoHcTpOBaHa CTiliKa KJIiHiYHA
e(EeKTUBHICTb Y BUTJISI TTOJIITIIIEHHST ITOKAa3-
HUKIB KPOBI i 3MEHILIEHHSI pO3MipiB OpraHiB.
Mo 57-To Mmicsud B yCix BimMiueHe 3HUKEHHS
HaBaHTAKEHHS KiCTKOBOTO MO3KY 33 JaHUMU
MPT, a TakoxX MoKpalieHHsS MiHepaJbHO1
IITBHOCTI KiCTKOBOI TKaHWHH [35].

Y 12-micsiaHOMY TIONBifTHOMY CllimoMy
pPaHAOMi30BaHOMY NOCJiIXKEeHHi 3 Tapasiesib-
HOIO TPYMOIO MOPIiBHSAHHS B3I YJ9acThb
25 paninre HeikoBaHUX 3a JorioMoroio G3T
namieHTiB i3 XI' BiKoM Bifi 2 pOKiB 3 aHEMIEIO,
TPOMOOLIUTOIIEHIEI0 A00 OpraHOMETaNI€ElO.
[x pannomisyBaau 1o rpym OTpUMaHHS BeJa-
rTrolepasu-o y 1o3ax 45 a6o 60 OJ1 /KT BHY-
TPIIIHBOBEHHO | pa3 Ha 2 TWXHi. 3TigHO
3 OTpUMaHWMHU JAaHWUMU, BBEICHHS Bela-
roLepasu-o. y 103i 60 OJ1/xr npomeMoH-
CTPYBaJIO KJIiHIYHO 3HAYylle 30iIbIIeHHS
CepeHiX piBHIB reMornobiny (+2,4 r/mn)
i KiybkocTi TpomMGomTiB (+50,9x10°/11), a Ta-
KOX 3MEHILIEHHSI 00’ €MiB MEUiHKU 1 ceJie3iH-
KU B cepeaqHboMy Ha 17 ta 50% BinmoBigHO
TMOPIiBHSHO 3 BuxigHumu ganumu. [pu nosi
45 OJI/KT TaKoX CITOCTepirajaocs 3HadyIIe
30iTbIIEHHST PiBHIB TeMOTI00iHY (+2,4 1/m)
i tpombowuTis (+40,9x10° /1) Ta 3MeHIIEHHS
00’eMiB iewiHku Ha 6% i cenesinku Ha 40%.

Takum yunom, XI' € nporpecyrounm MyJIsTH-
CHCTEMHHM 3aXBOPIOBAHHSM, fIKe 0e3 a/eK-
BaTHOTO JIIKYBaHHS MOXKe NMPU3BECTH /10 PO3-
BUTKY HE3BOPOTHHX YCKJIAHEHD TA iHBAJTIM-
3anii nauienTiB. BinmoBinHo, cBo€yacHe BU-
sIBJIEHHS i€l MaToJIorii BKpaii BaXKIMBe IS
MPU3HAYEHHS €TiONATOreHeTHYHOI Tepamii
JI0 PO3BUTKY He3BOPOTHMX 3MiH i /151 A0CAT-
HEHH$1 ONITUMAJIbHOTO KOHTPOJII0 CUMITTOMIB
3axsopiopanis. 3T, 30kpema, 3acTocyBaH-
H#1 BeJIanTouepasu-o., Ma€ Ha MeTi 3MeHIIeH-
HS1 OpraHoMeraii, KOPeKIlilo MTOMeHii, a Ta-
KOXK l'[OTEHIJ,ifI]-[O MOXK€ YHHUTH NO3UTHBHUIA
BILIMB HA CTAH KiCTKOBOI TKAHMHH, III0 MOKe
cnpugaTi npoQinaKkTHI PO3BUTKY YCKJIAIHEHD
i 30epeKeHHI0 MPane3IaTHOCTI MAEHTIB.
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