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MuyKononicaxapugo3 1 muny ma xsopoba Towe:
BI] meopil o npaKmuKu

Y pamkax oHnaiH-ee6iHapy, NPpUCBI4EHOro OpGpaHHMM 3UXBOPIOBAHHSM i OPraHi30BAHOrO KOMIMAHIEIO
Sanofi Genzyme, Big6ynacs 3ycTpiu ekcnepris, HA AKiA 4ETANbHO PO3MSHYNN NATOreHes, KNiHiuYHi 03HaKw,
AIArHOCTUKY M TAKTUKY NiKyBaHHSA Mykonosnicaxapugo3y 1 tuny ta xeopo6u lNowe.

Muyxkononicaxapugo3 1 muny: 9K po3nignamu nauienma
IIpodecop kadenpu memiarpii No 1
HauionansHoi MeanuHoi akaaemii micad-
JuiioMHoi ocsitu iMeni I1.JI. Mynuka,
TOJIOBHMIi HAYKOBHIA CIIIBPOOITHHK BiZl/IijieH-
HS XBOPOO CHOJYYHOI TKAHWHM Y JiTeii
3 IPYTOI0 ICUXOCOMATHKH Ta ICUX0Tepanii
Y «Incruryt meaiarpii, akKymepcrsa
i rinexouorii imeni akagemika Q.M. JIyk’s-
HoBoi HAMH Ykpainn», JOKTOp MemYHUX
Hayk OJiena AnarouiiBHa QOUUISIHCBKA ITPU-
IIJTHTIA YBary OMHOMY 3 opaHHUX 3aXBO-
pioBaHb — Mykomnojicaxapumosy (MIIC) 1 turry (MIIC I). La
TIaTOJIOTisT HAJIEXKUTH 10 TPYITU METAOOTITHUX 3aXBOPIOBAHbB CITO-
JIyIHOI TKAHWHU, TIOB’SI3aHUX i3 TTOPYIIIEHHSIM OOMiHY ITTiKO3aMi-
HonmikaHiB (IAT), 110 € Hac/TimKOM MyTallii TeHiB, SIKi KOHTPOJIIO-
0TB TIPOLIEC JII30COMAITBHOTO TiIPOITi3y MaKpPOMOJIEKYJT.

OcHoBHUMU cITiTbHIMHA o03HaKaMu MIIC € mynsruopraH-
HICTb ypaXkeHHSI, 3MiHA pUC OOJIMIYS Ta aHOMAJIii CKeeTa.
JlomaTkoBMMU 03HAKaMU € HU3bKWIA 3piCT, TOPYIIeHHS (PYHKITii
CepIlEeBO-CYTMHHOI CUCTEMU, TUXaHHS, TeMaTOCIIIEHOMETaTisT
Ta/ab0 HEBPOJIOTIYHi po3nany. 3aydyeHHs BCiX OpraHiB JI0 Ma-
TOJIOTIYHOTO TTPOIIECY 3yMOBJIEHO HASIBHICTIO CITOJTyYHOI TKaHH-
HM Y KOXHii1 i3 cuctem oprasizmy (Marwan et al., 2015).

Ho ¢yHKIIi# CrIOMy9HOI TKAHMHHU HaJIeXaTh CTPYKTYPOYTBO-
pIoBaibHA, TpodiuyHa, IMyHOPETYIAITOPHA, perapaTUBHA Ta TO-
MeOoCTaTHYHa, TOMY nartojioriunmii rmpouec npu MIIC xapakre-
PUBYETBCS BUPAXKeHO0 AM(y3HICTIO. CTPYKTYPHUMU KOMITOHEH-
TaMU CIOJIyYHOI TKAHWHU € KIIITUHU Ta MKKJIITUHHA PEYOBU-
Ha, 110 BKJIIOYA€E 3 THIIM BOJIOKOH i TelIeoniOHy OCHOBHY
pevoBuHy. OcTaHHs Ha 70% cKiTamaeThes 3 BOAM, HEOPTAHITHUX
pedoBrH i Ha 30% — i3 BUCOKOMOJEKY/ISIPHUX CITONYK (IJTiKo3a-
MiHOTJIiKaH! 7 BHIIB: TialypOHOBA KMCJIOTa, XOHAPOITHH-4-
cynb(dart, XOHAPOITUH-6-CyNb(dart, IepMaTaHCyIb(art, KepaTaH-
cynbdaTh, TerapaHcyabhaT, TeIapuH).

PerymoBaHHS MeTa00Ti3My CIIOJIyYHOI TKAHMHU BiTOyBa€Th-
¢ 3a ygacTio 11 mizocomanpHUX (pepMeHTiB KaTadomizmy TAT
TOPMOHIB (TUPOKCHH IOCHJIIOE ICITOIIMEPHU3aIIilo TiaypOHOBOI
KUCJIOTH, TIIOKOKOPTUKOIIY TaTbMYIOTh CUHTE3 i CTUMYJTIOIOTh
poasman xkonareHy Ta I'Al, MiHepaIOKOpTUKOIAN MalOTh IIPOTH-
JIeXHY firo), BitamiiB C, rpyru B ta D.

MIIC I Bnepure onucana y 1919 p. HimMeubKuii nmemiatp
Ieptpyna Iyprep, ay 1962 p. amepruKaHCBKHI ODTATBMOJIOT
laponsn Ilee ommcas maiieHTa i3 CHHIPOMOM, SIKHIT Ha3BaJIl
iMeHeM pociimHuKa. YacTora BusiBIieHHST cuHapomy [ypiep —
1:100 000, curmpomy Illee — 1:500 000, aie y mormysitii ip-
JIAHACHKWX MaHIPiBHUKIB L€l TOKa3HMK CTaHOBUTH 1:371,
a momurpeHicte MmyraHTHoro reHa — 1:10 (P.J. Meikle et al.,
1999; H.Y. Lin et al., 2009; G. Malm et al., 2008; D. Moore
et al., 2008; A.M. Murphy et al., 2009).

[Matodizionoris MIIC I monsirae y nedexri reHa o~ L-imypoHi-
nasu — IDUA 4p16.3, BHACITIIOK YOTO aKTHBHICTh BKa3aHOTO
€H3UMY 3HIKYEThCS 1m0 <1%, mopymyeThbes merpanaitiss TAT
y JTi30COMax i TPOTPECUBHO MYJIBTUCUCTEMHO HAKOTTMIYEThCS
IepMaTaH- Ta TerapaHCcyabdaT B opraHax, ae B HopMi mi [TAT
BHKOHYIOTH cBoi pyHK1Iii. Xo4a Bapianti MIIC I € Hacminkom
MyTallii B omHoMYy TeHi — IDUA 4p16.3, omHaK CTyTiHb ITeHe-
TPaHTHOCTI T'eHa BIUIMBAE Ha (PeHOTHII; OCHOBHI KITIHIYHI Bi-
MiHHocTi cuHapomiB [yprep, lllee Ta mpoMixkHOI hopMu —
[ypaep — lllee mpencrapieHi B TaOIMIII.

[Ipu MIIC I ypaxaroTbcs pi3Hi OpraHud Ta CUCTEMH:

1) mmxanpHa cucteMa (S. Palmucci et al., 2013):

e TinepTpodis CIM30B0Oi 000JIOHKY, 3BYKCHHS TUXATbHIX
LUISIXIB;

e Ty4YHE OVXaHHs, 3MiHU T'0JIOCY, OOCTPYKIIii Ta peLIINBHI
iHGeKIii;

® aIHOE YBIi CHi, IK HACTIIOK — TilTOKCis MO3KY i IIOTipIIIeH-
HSI HEBPOJIOTIYHOT CUMIITOMATHKM;

e Kih03, 3MEHIIIEHHS PYyXJIMBOCTI TPYIHOL KIIITKH,

o iH(iIBTpALIiT iIHTePCTULIIHOI TKAHWHY JIETeHb i peCTPUK-
THBHI ITopymIeHHs. Po3namy QyHKIIii AuXalIbHOI CHCTEMU € OC-
HOBHOIO TPUIMHOIO CMEPTi;

2) cepueBo-cynuHHa cuctema (V. Fesslova et al., 2009):

e TineprpodivHa KapaioMionaTis;

e IIOTOBIICHHS MITPaJIbHOTO 1 aOpTaJIbHOTO KJIamaHiB
(v 89-100% martieHTiB), 3By>KeHHS CyIWH, 3MCHILICHHS CHCTO-
JIIYHOTO BUKUIY;

e aprepiajbHa riepTeH3is;

e imemiyHa XBOopoOa cepiisd;

3) uepsoBa cuctema (S. Palmucci et al., 2013):

® TIOTOBIIEHHSI 000JIOHOK 200 HEeCTabiMbHICTh aTIaHTO-
aKciaJbHOTO Cyrjioba MPU3BOIUTE J0 KOMIIpeCii CTMHHO-
IO MO3KY Ta CYIWH (MOXe CYITPOBOIKYBATHUCS MTOPYIICHHSIM
XOIu, TUCPYHKITIEIO CEIOBOTO MiXypa, He3rpaOHICTIO PyXiB,
CyIOMaMM);

e aHOMAaJIil TOJIOBHOTO MO3KY (ITiATBEPIKEHI 3a JOITOMOTOIO
MarHiTHO-pe30HaHCHOI ToMorpadii), rimporedartis;

e HENPOCEHCOPHI MOPYIIEHHST;

e TyHeNbHi CHHAPOMU (HATTPUKJIIad, CHHAPOM KapIaJbHOTO
KaHaJIy), TO3UTUBHUM CUMITTOM TiHEIIsI, TOpyIIeHHS Iy TINMBO-
CTi ITEePIINX TPHOX IMAJIBIIIB;

4) omopHO-pyXxoBa CHUCTeMa:

® CIOBUIBHEHHS POCTY ITiCTIsT 1-2 pOKiB (PiCT Bapiroe B MexKax
100-165 cm) Ha ¢oni npaBunbHOI TiT06ynosu (L.E. Polgreen
etal., 2010);

e TIporpecyroda TYTOPYXJIUBICTh, CITOBITBHEHHS MOTOPHUX
HaBUYOK;

e 00OMeXeHHS BiTKpyBaHHSI POTa;

® KOHTpPAKTYpH CYIJIO0iB, 30KpeMa AUCTATbHUX MixK(paTaH-
TOBHX CYIJIO0iB KICTI;

e CUMIITOM MTAIIMHOI JJalTK Ta CITyCKOBOTO ravkKa;

e Ki03, CKOIIi03, TillepIopao3;

e MCIUIA3isl KyJIbLIOBOTO CYIJIo0a;

e BajbrycHa AedopMallis KiHIiBOK, BapycHa medopmarlist
CTOTIM.

o peHTTEHOIOTIYHNX TIPOSBIB YpakeHHS OIIOPHO-PYXOBO1
CUCTeMH HaJIeXaTh:

— MHOXWHHUIA TU30CTO3;

— aHoMaJtii XpeO11iB (raukoromioHi, TirmepIuIasis nmepeaHboi
YacTUHU — ropo, Kiho3) Ta pedep, BKOPOUEHi KITIOYUIIi;

— 30ibIICHMIA YepeTT, CIUIOIICHHST TYPEeIbKOTO Cifia;

— TIOTOBIIEHHS Aiadi3iB, TilToIUIa3is emii3iB, TOYKOBI IT’SICT-
KOBI KiCTKM;

— 3MEHIIIEHHST TOJIOBOK CTETOH, coxa valga, 3aTpUMKa OCH-
¢ikalrii BepTIIoroBoi SMKHU, AUCIOKAIlis TOJJOBKKA CTETHOBOI
kictku (R. Cimaz et al., 2009);

5) opras 30py:

e BiIKJIaNEeHHS CYOCTPATY B POTiBIIi, IO BUSIBIISIETHCS 3a I0-
ITOMOTOIO IIUTMHHOI JIAMIIN;

® TIOMYTHiHHS pOTiBKM a00 MerakopHea, IO CYIIPOBOIKY-
IOTBCST CBITIO0O0SI3HIO Ta 3HIKECHHSIM TOCTPOTH 30DY;

e BTOpPUHHA TJIAyKOMa PO3BUBAETHCS BHACTIIOK TPaOEKy-
JISIPHOI iH(UIBTpAalIii;

e JlereHepaTMBHA PETUHOIIATIA i aTpodis 30poBOTO HepBa
(G.A. Colville et al., 1996; E.E. Neufeld et al., 2001);

6) iHe:

e YTBOPEHHS IPUXK uepeBHOI cTiHKU (y 70% mallieHTiB), 1110
IMOTPeOYE XipyprivHOTO JIIKYBaHHS;

® BIICYTHICTh IIATOJIOTII Timodi3a, IIUTOMOMIOHOI 3aJI03H,
SIEYOK Ta IEYHUKIB.

Cunppom llee € Haitnermoro dpopmoro MIIC 1, o 3ymoBie-
HO HaKOIMYCHHSIM JIIIE AepMaTaHCyIbdary. ¥ BCix MallieHTiB
i3 cuaapowm Illee 3axBoproBaHHS MaHi(eCTye TIepeBakKHO ypa-
JKEHHSIM OTTIOPHO-PYXOBOTO arapary (CKyTiCTh y CyTJio0ax HasiB-
Ha'y 44%), CHHIPOMOM KapIalbHOTO KaHaJTy, MOXKJTMBE TTOMYT-
HiHHS poriBKM (y 28%), 9acTi OTOTapUHTONOTIYHI TTpOOIeMHU
(v 20%), myrikoBa rpixa (y 16%). 3romom pueaHyIOThCS Kiia-
CUYHi 03HaKW — Yy 66% TallieHTiB HasBHi TPy0i pyUCH 004,

Tabnuus. OcHOBHI KniHiuHi BigMiHHOCTI cMHApOMiB, Wwo HanexaTtb ao MMC | (D. Moore et al., 2008)

Mapametpu Cunapom l'ypnep

Yacrka 65%

CepepHi¥ Bik BUSBNIEHHS <1 poky (0,2-7 pokis)
BupaxeHa 3aTPUMKa PO3YMOBOTO POIBMTKY

KorHitusHi nopyLeHHs .
3i BTPaTOl0 HABYTUX HABUYOK

OuikyBaHa TPUBANICTb XMTTA Cepepns - 7,3 poky (0,8-12,5 poky)

Cunppom Lee Cunppom lN'ypnep - Wee
25%

4 poxu (0,2-36 pokis)

10%
9 pois (2-54 poku)

Bincythicts/ cnabo Bupaxeta

KorHiteHux nopyLuexb Hemae . .
30TPUMKQ, TPYAHOLL| B HOBYQHHI

®aranbHa gekoMneHcauis B AOPOCTOMY Bii Bmasko 20 pokis

v 55% — remaromeranist, y 52% — mopytieHHs ciyxy Tay 34% —
mosneHHst (R. Cimaz et al., 2006; S. Vijay et al., 2005).

IIpu mudepentianii cyr1000BIX TOPYIIEHD Bill IOBEHIJILHOTO
apTpUTy peKOMEHIOBAaHO BpaxoByBaTu BincyTHicTh mpu MIIC I:

® 03HAaK JIOKAJTHHOTO 3aIlajicHHs B AUISTHIII cyri1006iB (dolor,
color, tumor, rubber et functio laesa);

e J1abOpaTOPHUX O3HAK 3aTaJICHHSI,

e BINIOBIii HA Tepallilo KOPTUKOCTEPOidaMy Ta HECTEPOid-
HUMMU TTPOTH3aNaIbHUMH TIpeTiapaTaMu;

e pamiorpadiyHMX 03HAK €PO3MBHOIO YIIKOKEHHS KiCTOK
(S. Palmucci et al., 2013; R. Cimaz et al., 2009).

3a yMOBHY BUSIBJICHHS Yy MallieHTa >2 (eHOTUIIOBUX O3HAK
MIIC I momasbIra TakKTHKA MeiaTpa BKIIIOYA€E TOTPUMAHHS Ta-
KOTO aJITOPUTMY:

1. Busnauenns exckpeii Al i3 ceuero Ta tury Al 3a mo-
IIOMOTI'0I0 TOHKOIIIapoBOi XpoMmartorpadii ado eixexrpodopesy,
Hanpukian, y AY «lHctutyT nemiarpii, akymrepcTsa i TiHEKOJI0-
rii imeHi akagemika O.M. JIyk’sroBoi HAMH VYkpaiau» a6o
HamionanpHiit nutadiii cnemianizoBatiit tikapHi «OXMATIUT»
MO3 Ykpaiau (M. Kuis).

Sk mpaBuiI0, BUSBJISAIOTH MiABUIIEHHS eKCKpeLii JepMaTaH-
i rerapaHcyIbdary, OJHAK Y JOPOCIUX i3 JISTKMM BapiaHTOM
MIIC pesynbrat MOXe OyTH XNOHOHETATUBHUM.

2. BuzHaueHHS aKTMBHOCTI JTi30COMATBHUX (DEPMEHTIB Y CyXild
kparwti kpoBi (Dried blood spot — DBS), nefikorurax ado ¢iopo-
Oractax (3HMKEHHS aKTUBHOCTI UM BiICYTHICTb O/~ L-imypoHinasu).

JIns maLieHTiB e JOCHiIXeHHs € 6e3komToBHUM. Dep-
MEHTHa JliarHocThKa 6iomatepiany rmpoBomuThess BARCHIMED
Life Science GmbH Laboratories (ABctpis). iarHocTuka 3mitic-
HIO€ThCH 3a paxyHOK TOB «CaHogi-ABeHTic YKpaiHa».

Binpin HamiitHIM BapiaHTOM HiarHOCTUKU € JOCIIIKECHHS
JIEWKOIINTIB IJTHOI KPOBi a00 KyJIETUBOBaHUX (PiOpoOIaCTiB.
MoxiBa TIpeHaTaIbHa JiarHoCTHKa Ha 8- 10-My (6iomcist xopi-
oHa) a6o 10-17-my TrKHI (aMHIOIICHTE3).

3. MonekymsapHO-TeHeTHYHEe JOCTiKEeHHS (MyTallisl B TeHi
IDUA 4p16.3 — ocraTouHe minTBepmkeHHs miarnosy MIIC I;
O. Gabrielli et al., 2009; 2016).

JlixyBanns mauieHTiB 3 MIIC I mepen6auae qBa HampssMu:

1) maToreHeTWYHE JIIKyBaHHSI:

e (epMeHTHO3aMiCHA Tepallis IIperapaToM JapoHiga3y —
Anbrypasum® — 3 pospaxyHky 100 OJ1 /KT BHYTPillHHOBEHHO
KpamnebHO IpoTsroM 3-4 rox 1 pa3 Ha TIDKICHD;

® TpaHCIUIAHTAIIiSl TeMOIIOCTUYHMX CTOBOYPOBMX KITITHH BiJf
2 pokiB (de Ruet al., 2011);

2) CUMIITOMATWYHE JIIKyBaHHS IIPU:

e Tigpouedatii — IIyHTYBAaHHS y pa3i MiABUIICHHS TUCKY
>25-30 cM Bom. cT., 200 18-22 MM pT. CT.;

e 3MaBJIeHHI CIIMHHOTO MO3KY — JIEKOMIIPECIliHI oIeparrii
JIO TIOSIBU BUPAXKEHUX TIOPYIICHb;

e TIOpYIICHHI (hYHKIII KUCTel a00 HEPBOBOI IIPOBITHOCTI
3a pe3yJIBTaTaMU eJIeKTpoHelpomiorpadii — meKoMIpecis;

® apTepiaybHill rimepTeH3ii — KOpeKIlis apTepialbHOrO THCKY;

® CHUMITOMATHWYHIl eIiJIeTICii — MpU3HaYeHHST IIPOTHETTi-
JISTITHIHMX 3aC00iB y 103aX, MEHIINX 32 CepeAHbOTEpATIeBTHYHI;

¢ O(TATBMOJIOTIYHUX MTOPYILIEHHSIX — OTIePaTUBHE BTPYYaHHST;

e TIOpYIICHHI IIOCTaBH, TYTOPYXOMOCTI CYITI00iB, BaJIbTYCHIl
nmedopMaltii HIDKHIX KiHIIIBOK >15° — opTonenmyHa KOpeKIIis;

e peHuINBHI iH(EKIIil — aHTMOIOTMKOTEPAITisl, TOH3MICK-
TOMisI, aKTUBHA iMYyHi3aIlis.

BaxximuBo BimMiTITH, 1110 PepMEHTHO3aMICHA Tepallis ImpeTia-
paToM Anbaypasum® (3a YMOBU ONTUMATLHOTO 3a6e3TMeYeHHs
CUMITTOMATUYHOIO Tepalli€lo) YCITIITHO J03BOJISIE BIUIMBATH
Ha (E.D. Kakkis et al., 2001; J.E. Wraith et al., 2007; L. Clarke
et al., 2009; G. Petkovic et al., 2007; M. Sifuentes et al., 2007,
M. Beck et al., 2007; R. Giugliani et al., 2008):

® IOJACHHY aKTUBHICTb (ITOJIIIINATA PYyXJIUBICTh, 3MEHIIIM -
TH OONLOBUI CHHIPOM, HOPMAaJTi3yBaTh COH);

® CeplLEeBO-CYOMHHY CHCTeMY (3MEHIINTH TimepTpodito Jii-
BOTO IIITYHOUYKA Ta CepIeBO-CYANHHY HEOCTAaTHICTb, 3aT00ir-
TH YU YIOBITBHUTHU YpaskeHHS CepIls 3a YMOBH 30€peKeHHS
BiTHOCHO HOPMAaJIbHOI (DYHKIIil CEpIIeBOrO M sI13a);

®  OIOPHO-PYXOBY CHUCTEMY (CTIPHUSIE HOPMATLHOMY PO3BHT-
Ky CKeJIeTa, OTHAK He Y BCiX MAIli€HTIB IIPey0epTaTHOTO BiKY);

e MXaJbHY CUCTEMY (3MEHIIUTH YaCcTOTY €Ti30/IiB alTHOe
Ta TIMOITHOE, MiABUIIUTY (DYHKIIOHATLHY XUTTEBY EMHICTB Jie-
TeHb, BiIIIOBITHO IO 3pOCTY 30UTBIINTH 00’ €M JICTEHB);

o 3um3uTH BumiteHHs AT i3 ceuero (0mHAK MiXK eKCKPeIIielo
I'AT Ta edbeKTHBHICTIO Tepallii HeMa€ JIiHiiTHOI 3aJIeXXHOCT);

® YCITIIIHO MepeHeCTH TPaHCIUIAHTAILiio.

IIpodecop O.A. OunrsgHChKA Ha IMATBEPIKCHHST TepaIlleBTHI-
HOTro e(peKTy Iperapary JapoHiTa3y HaBejia KIIiHidYHi BUTIAIKH.
Tak, paHHE IpU3HAYEHHS IIPeTIapary XJIOMINKY BiKOM 5 MiCSIIiB
ITaJI0 3MOTY YHUKHYTH po3BUTKY TrmoBoro mist MIIC I ¢eHo-
THUITY Ta YpaXXeHHSI OpraHiB, OKpiM HE3HAYHOTO TTOMYTHIiHHSI
POTiBKH, 6€3CMMITTOMHOTO YpaXkKeHHS CepIIsl, CKYTOCTi CyIJIO0iB

* llikapcskmsi 3aci6 Anbaypasum®, KOHUEHTpaT AN po3uuHy ans idysiv, 100 Of/mn, N2 1, 3apeectposanmii 8 Yipaini. PI1. UA/8093/01/01. Hakas MO3 N2 1449 sig 03.08.2018. 3minm sHeceHo Hakazom MO3 N2 2205 sig 31.10.2019.



Ta MiHIMaJIbHO BUPaXXeHOTO MHOKWHHOTO 1r30cTo3y. Ha mpo-
TUBAry IIbOMY Y ITiBYMHKHM-CcHOCa, sSKa TIpyuiiMaia JJapoHiza3y
3 5-pivYHOTO BiKY, BX€ 3a HASIBHOCTI JIEIIIO TPYOMX pHC 00U,
CKYTOCTi CYI7100iB, TOMYTHIHHS POTiBKH, TeTIaTOCIICHOMETAJii,
MiHIMaJTbHOTO MHOXXHWHHOTO TU30CTO3Y, TepalTisl 3yMOBUIIA pe-
TpeCcyBaHHS TeIIaTOCIDICHOMETAJIII Ta CTA0LTi3ALIiI0 ITATOIOTIYHIX
KJTiHIYHMX O3HaK. AJle i 11e, 0e3yMOBHO, PO3IIIHIOETHCS SIK T10-
sutuBHMII pe3yisrar (O. Gabrielli et al., 2016).

Crikep Haroyocuia, 1o Ipenapar JapoHiga3y BillIOBiTHO
1o Hakazy MO3 Vkpainu Big 28.12.2019 Ne 2711 BxomuTh 10
HOMEHKJIaTYpH JePKaBHUX 3aKYIiBeJb, TOMY O¢3KOIITOBHUIA
st mantierTiB. MITC 1 BxomuTs 10 miepestiky pigkicHux (opdaH-
HMX) 3aXBOPIOBaHb, SIKi TPU3BOISTH 10 CKOPOYECHHS TPUBAIOCTI
KUTTS XBOPHX 200 iX iHBaTimM3a1lii Ta IS SIKMX iCHYIOTh BU3HA-
Hi METOIM JTiKyBaHHSI.

€IMHOIO TTepPeTIOHOI0 Ha IIISIXY 10 MPU3YIMTUHEHHS MMOJTi-
opranHoro ypaxeHHs 1ipu MIIC I e mizHsg giarHocTrKa 3aXBO-
proBaHHS, ToMy O.A. OnDISHCHKA 3aKJIMKaJIa IeiaTpiB 0 IIPH-
LiJIBHOTO TOIIyKy 00’ eKTrBHMX 03HaK MIIC (oco6mmBo ypa-
JKEHHST OTTOPHO-PYXOBOTO arapaTty) y KOXXHOTO TIOTeHITIITHOTO
XBOPOTO. JI0MaTKOBUM CTUMYJTIOIOUMM (haKTOPOM € HalOiTbIa
eeKTUBHICTh (hepMEHTHO3aMICHOI Tepalrii y IaIli€HTiB 3 JIeT-
KIM, Maifxe 0e3CHMIITOMHIM Iiepedirom 3axpopioBaHHs. [1pu
nimo3pi Ha MIIC I BapTo mpoBecTr BU3HAYCHHST aKTUBHOCTI
o-L-igypoHinasu y cyxiit kparuti Kposi (DBS), 110 € 6e3kor-
toBHUM 3aBIsIKK TOB «CaHodi-ABeHTic YKpaiHa».

XsopoGa Towe: gia2HoCmMuUKa ma NiKysaHua
Jlikap-nexiatp [lenTpy opdannux 3axso-
poBanb HanionaibHoi muta4oi cnemjia-
JizoBaHoi Jikapui «OXMATINUT» MO3
Ykpainu fna Iropisaa /{oponina nipen-
cTaBMIa iH(MOpPMAaIilo MPO XBOPOOYy
Tomre. BoHa BxomuTh 10 TPYIIN JTi30C0O-
MaJIbHAX XBOPOO HAKOTTMUEHHS 3 ayTO-
COMHO-PEIECUBHUM TUTIOM YCTIaIKY-
( BaHHSA, a caMe CIHTOMIIiT03iB, TOMY
\ ‘ B OCHOBI IMaTOreHe3y 3aXBOPIOBAaHHS
: JIEXWUTD MOPYIIEHHS OOMiHY JIiMiniB.
CrexTp (eHOTUITHUX IIPOSIBIB Bapilo€ Bil 0€3CMMIITOMHOTO
nepebiry B 0cio, 110 ITOMUPAIOTh Y IOXIJIOMY Billi, 10 HECyMic-
HMX i3 XKUTTSIM Ha paHHIX eTarax pO3BUTKY TUTHHHU.

XBopoba Jo1ire € XxpOHIYHOIO IPOTrPECYIOY0I0 TETEPOTeHHOIO
MYJIBTUCUCTEMHOIO TTAaTOJIOTIET0, IO 3YCTPIYAEThCS 3 YACTOTOIO
1:40 000-1:60 000, a B momysnsuii eBpeiB-amikeHasi — 1:1 200.
B ocHoBi matoreHe3y xBopoou [o111e 1exKuTh TeHETUIHO IeTep-
MiHOBaHe 3HIDKCHHS aKTUBHOCTI (hepMEeHTY [3-IITIoKo1Iepedpo-
31Ia3H1, 10 TPU3BOIUTH 10 HAKOTTMIEHHS TITIOKOIIEpeOpO3Hy.
YV HopMi MeTaOOJIIYHMI TPOAYKT MeMOpaH ePUTPOLIMTIB — IJTIO-
KOIlepeOpo3u — MOTTTMHAETLCS MaKpodaraMu Ta po3IIel-
JIIOETHC I Ti€I0 3rafaHoTO JIi30COMAILHOTO (DepMEHTY Ha IIe-
pamin i rmoko3y (J. Stirnemann et al., 2017). ITpu xBopo0i Tome
el eH3MMO3aJIeKHUI MPoIIeC € HEMOXKJIMBUM ab0 HEITOB-
HOIIIHHUM, 110 TIPU3BOAMTH 10 HAKOTIMYESHHS TITIOKOIIepeOpo-
3UAy B JIi3ocoMax MakpodariB i3 MomajdbIIuM 30iTbIIeH-
HSIM KiJTbKOCTi TaTOJOTiYHOTO BKJIIOUEHHS Ta, BilMOBiIHO,
30iIbIIeHHSIM 00’ eMy Makpodara (kimituHa Tome). OckiabKu
Makpodaru HajieXXaTh 10 peTUKYJI0-eHIOTeTiaTbHOI CUCTEMH,
TO OpraHaMH-MiIlleHIMHU IIpH XBOpoOi [o1e € mevinka, cene-
3iHKa, KiCTKOBa (BKJIIOYAI0YM KiCTKOBUI MO30K) i JIeTeHeBa
TKaHWHA.

BuninsgroTs KinbKa KIiHiYHMX BapiaHTiB xBopoOu loime
(G.M. Pastores et al., 2018):

1. XBopo6a [ome 1 Tumy (HeHeliponatnyHa opma) — 3y-
cTpivaeThbes y 66-95% mallieHTiB, € HalOLIBIT TOOPOSKICHUM,
NIeOIOT XBOPOOU MOKJIMBUI Y OYIb-SIKOMY Billi.

2. XBopoba [omie 2 Turry (roctpa HeitporatuaHa ¢popMa) —
XapaKTepPU3YEThCSA HANOIbII paHHIM Ie0I0TOM i IIBUIKIM TIe-
pebiroM.

3. XBopob6a [omre 3 Tvry (xpoHiuHa HeliporaTndHa (popMa) —
BapiaHT, IIpU SIKOMY KJTiHIYHI 03HAKM 3 SIBJISIIOThCS Y Billi 5-6 po-
KiB, a ITepeOiT € MTOBUTBHOIIPOTPECYIOUIM.

4. IlepunHaraiabHO-JIeTaNbHA hopMa.

5. CepueBo-cynnHHa opMa.

Panni cvmromu xBopo6u Torie, SIK TIpaBmiio, € BimoOpaxkeH-
HSIM TeMaTOJIOTIYHIX ITPosIBiB. XBopoba Moxke MaHi(pecTyBaT!
TaKUMU O3HaKaMU:

o cmreHomerais (y 90-100% mamieHTiB) — 30UTbIICHHS ce-
ne3iHKn y 2-80 pasiB Bif TOYaTKOBOTO PO3MIpY, IO IIPU3BOAUTH
110 abmoMiHaIBLHOTO TUCKOMMOpTY; iHpapkT Ta Pidpo3 ceme-
3iHKH, SIK HACJIIOK — IOPTaJIbHA TillepTeH3is;

e TpomboruToneHis (y 90-100% maliieHTiB) yepes rinep-
CIUICHI3M Ta MOpYIIeHHS (QYHKIIil TPOMOOLIMTIB, HACTIIOK —
KpoBoTeya 3 Hoca/saceH (y 90%), merexii, ekxiMosu;

e aHeMis (y 90% XBopWX) BHACIIZOK TillepCIJICHI3MY,
V 3B’SI3KY 3 YMM TAIliEHT MOKe CKapXKUTHCST Ha XPOHIYHY BTOMY;

e remnaroMeralis (y 70% manieHTiB) i mopyieHHs QyHKITii
TEeYiHKH;

o JreiikorieHis (y 40% mallieHTiB), BiTIOBITHO — CXWITBHICTD
JIO PO3BUTKY iH(MEKIIili, BUIIWIA PU3UK PO3BUTKY CEIICHCY;

o rinepdepurunemis (y 20% xBopux);

MDKAUCUUNNIHAPHI NPOBJIEMW

® KiCTKOBI IOPYIIIEHHSI: OiJTb Y KiCTKAaX, KiCTKOBi KpH3H, Bac-
KyJISIpHUM HEKPO3, KiCTKOBI Aedopmallii, O0CTEOHEKPO3, Iiepe-
nomu (Belgian Working Group on Gaucher disease, 2016).

[lo cTocyeThcsl HAMITOIIMPEHIIIIMX TIPOTPECYIOUNX i HE3BO-
POTHHUX ypaXXeHb cKeseTa IIpu xBopo0bi [omre, To y maiieHTiB
3aKOHOMIPHO PO3BUBAIOThCS TaKi MATOJIOTiYHI IIPOIIECH:

o iH(imBTpallisI KicTKOBOTO MO3KY, BHACIIIIOK Y0T0 ITOCTY-
TIOBO BUHMUKAE PEMOIETIOBAHHS KiCTKH, AeOopMaIlist KiCTOK
y Bursiai koo EpmenmMeepa;

® XPOHIYHA ileMisl KiCTOK IPU3BOIUTH OO KiCTKOBMX iH-
(apKTiB Ta OCTCOHEKPO3Y (JI0KaTi30BaHa 3arn0elb KiCTKH) TO-
JIOBKM Ta IIMHAKA CTETHOBOI KiCTKM, IIPOKCUMAILHOTO BilIiTy
TICIOBOI KiCTKH, BEIMKOTOMIJIKOBOI KiCTKM Ta XpeOIIiB;

® PO3BUTOK JITUYHHUX YpaskeHb — HEBEIIMKI epo3ii Ha KiCTKax
3a paxyHOK JIOKaJTi30BaHUX JiJITHOK PYyHYBaHHS;

e TIATOJIOTIYHI ITEPEIOMHU, PYITHYBaHHSI KiCTOK i CYIJIO0IB,
nedopMallist, KOJATIC TiJl XpeOIliB, 10 CYIIPOBOMKYIOTECS BiIpo-
CTaHHSM TIeprepUIHNX KIITUH, «IIPOBACAHHAM» , pOpMyBaH-
asaM H-tronioHoi hopmu;

® 0OCTEOCKJIep03 — HEHOpPMAaJIbHEe 3aTBEpOiHHS a00 30i/1b-
IIEHHS IIJTHHOCTI KiCTKY 33 paXyHOK TillepaKTUBHOTIO 3aIlaieH-
Ha y Hiit (Belgian Working Group on Gaucher disease, 2016).

KoiiniyHIMY 03HaKaMK PO3BUTKY MATOJIOTITHOTO IIPOIIECY
B KiCTKOBIIi TKAHWHI € OiJIb (TOCTPHIA/XPOHIUHNIA, EMI30ANIHNI/
TIOCTIMHMI, HecTTen(PiaHmIA, HUIOUMIA) i KiCTKOBI KpU3H (CHIIb-
HUI1 OiJTb, IMXOMAaHKa, JISMKOILINTO3, 3HIDKEHHS PYXJIMBOCTI), III0
9acTo MOTPeOYIOTh 3aCTOCYBAHHST HAPKOTUIHUX TTpeTiapaTiB
3 MeTOI0 3He00I0BaHH. bitb iMiTye rocTpuit OCTEOMIETIT, MOXe
CYTIPOBOIIXYBATH KiCTKOBMIA iH(APKT, 110 pO3BUBAETHCS IMapa-
nenbHO (Belgian Working Group on Gaucher disease, 2016).

A1.1. lopoHiHa aKkIleHTyBaJIa yBary Ha He3BOPOTHOCTI ypaXKeH-
HSI KiCTKOBOI TKAHMHM Y TIAIIIEHTIB 3 XBopoboio [ore, came ToMy
BYACHA AiaTHOCTHKA, JIIKyBaHHS Ta MPOMIIaKTUIHI 3aX0IU €
KITIOYEM JIJIs1 YHUKHEHHS CePIO3HMX HACITIIKIB ypaskeHHS KiCTOK.

XBopoba lomre 2 Tumy (roctpa HeliporraTnaHa popma) Ma€e
iHImmi peHOoTHUII i KiIiHivYHiI o3Haku. [Ipw 1iboMy THIIi TpUBa-
JICTB XKUTTS CKJIAJAE B CEpPeIHBOMY 3-6 Mic, a Ha MEPILUi IIaH
BUXOISITh HEBPOJIOTIYHI TIPOSIBU, OpTaHOMETaJTisl Ta TeMaToJIo-
TiYHI MOPYIIEHHS, 30KpeMa cTpabi3M, Hal SIepHUN aparid
TIOTJISAY, TIOPYIIeHHS TUXaHHS, 3HIKEHHSI CMOKTaJIbHOTO
Ta KOBTAJILHOTO pe(IIeKCiB, AUCTOHIS, SIIICTICIS, TPU3M, TIepe-
PO3TUHAHHS IIIMI.

XBopob6a lomre 3 Tumy (XpoHiuyHA HelipormaTndHa ¢opma) €
OLTBII CIIPHASTTIIMBOIO B TUIAHI TPUBAJIOCTI KUTTS — CMEPTh HACTaE
10 2 pOKiB. AJle 32 YMOBHY BYaCHOI JiarHOCTHKH Ta ITOYATKy (pep-
MEHTHO3aMiCHOI Tepaltii TPUBaJIiCTh XKUTTS IIOMOBXKYETHCS 10 10~
poctoro BiKy. KimiHigHrMI ocobmiBocTsiMu xBopobu omre 3 Ty
€ KoMOiHarIist peHoTHITy XBopoOu Tole 1 TMITy Ta HEBPOJIOTIYHIX
THOpYIIeHb. 3aJIeXKHO Bil (DeHOTUITOBUX O3HAK BUALISIOTH TPU
BapiaHTu xBopoou [omre 3 Tumy:

— tvm 3a (HopGoTTeH-THI): IMporpecyroya JeMeHIlis, aTaKcis,
MiOKJTOHYC, TOPU30HTATBHUM CYITpaHyKJIeapHUii Tape3 TOTJIsIY;

— TuI 3b: BUpaXeHi BicliepabHi Ta KiCTKOBI MOPYIIICHHS,
CyTpaHyKJIeapHUi Tlape3 TOTJISIY;

— TUN 3C: CyNpaHyKJIeapHUI TTape3 OISy, TOMYTHIHHS
POTIiBKH, CeplIeBO-CYINHHI KaJIbIIM(iKaTH.

[Ipu BusaBiIeHHI TUIIOBUX 03HAK XBopoOu lomre anrroputm
MarHOCTUKY BKJTIOYAE IIPOBEACHHS OUTBII IPUILLILHOIO KJTi-
HIYHOTO 00CTEeXEeHHs, a TaKOX MopdoJioriyHe, OioxiMiuHe
Ta MOJICKYJIIPHO-TeHETUYHE OOCiIKeHHsI. Mopdooriuae
JOCTIIKEHHST CITIMHHOTO MO3KY He € 000B’SI3KOBUM, BPaXOBY-
[09YM iHBa3WBHICTh TIPOIIEAYPH Ta BUCOKY YaCTOTY XMOHOHeTa-
TUBHUX pe3yNbTaTiB (Y yHKTaTi 35% ycix MalieHTiB 3 XBOPO-
6010 Tome Oynu BusBieHi kiuitnHu Tomre). Tomy 11eit MeTon
BUKOPHUCTOBYETBCS 3 METOIO TU(EPEHIIIIHOI MiaTHOCTUKM Bill
iHmmx JiMgornpoiidepaTMBHUX 3aXBopioBaHb (J. Stirnemann
etal., 2017).

JlabopaTopHi 1ocaimKeHHs J03BOSIOTh BUSIBUTH TTAHLIUTO-
TIeHiI0, Tinep(epUTHHEMIIO, TIITOX0IeCTePUHEMIIO, CKOPOUCHHST
TIPOTPOMOIHOBOTO Yacy.

JlomaTKoBO MOXYTb OYyTH 3aCTOCOBaHi iHCTpYMEHTAIBHI J0-
TIOMIXHI METO/IM TIarHOCTUKM:

e YIBTPa3BYKOBA Ta MaTHITHO-pe30HAHCHA ToMorpadist
(MPT) nedinku i cene3iHKM (BOTHUILEBE YPaKeHHS OpraHiB,
IHaMiKa 00’€My OpraHiB, IO MOXHA BUKOPUCTATH JIJIST KOHT-
poito eeKTUBHOCTI (hepMEHTHO3aMiCHOI Tepartii);

o nmeHcutoMeTpia Ta MPT xicTok (HaitayTiauBimm MeTonn
MiarHOCTUKY OCTEOIIeHil Ta iH(IBTpallii KiCTKOBOTO MO3KY);

e MPT ronxoBHOoro Mo3Ky, eiaekTpoeHuedaaorpadis
Ta HEMPOIICUXOMETPis (I0JaTKOBO 0 HEMPOODTATEMOIOTIIHIX
TECTIB, aHAJIi3y MepU(PEPUIHOTO CITYXY, TOCTIMKEHHS (PYHKIIi1
HEpPBOBOI CUCTEMH Ta PyXy Oueii);

e Jorurep-exoKapmiorpadis (y MaIi€HTIB ITiC/IsI CIUICHEKTOMIl).

Crenudivna miarHocTrka xsopoou lomie 1 tummy 3miiicHIo-
€THCS 32 TAKUM aJITOPUTMOM:

1. IIpoctnM, MajOiHBa3UBHMM i JOCTYITHAM CKPUHIHTOBIM
METOIOM HiaTHOCTUKHM € METOI CyXOi Kparuti KpoBi. Baxim-
BO, 110 3i0paHMii MaTepial MOXHA TpaHCIOpTyBaTh. MepMeHT-
Ha JiaTHOCTWKA Oiomartepiany 3HiliCHIOETBCS 3a paXyHOK
TOB «Canogi-Asentic Ykpaina» B ARCHIMED Life Science
GmbH Laboratories (ABcTpist).

** Jlikapcskwi 3aci6 Liepesum® 400 Of], nopoLuok A5 NpUroTyBaHHS KOHLEHTPATY AN po3uuHy ans indysii no 400 Of, sapeectposanmii 8 Yipaini. PI1. N2 UA/8659/01/02. Hakas MO3 N2 1504 sig
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2. Jlna Bepudikalrii qiarHo3y mamieHTa HalpaBJIsTIoTh A0 Jia-
o6opatopii LlenTpy opdanHmx 3axBopoBaHb HamioHanbHOI
IUTSY0I crentiazizoBanoi mikapHi «OXMATIWT» s Bu3Ha-
JeHHSI aKTHBHOCTI (hepMeHTY B-TTIoKOIIepedpo3naasu B ICHKO-
IIMTaX KPOBi, IKE € 30JI0TUM CTAHIAPTOM JiaTHOCTUKU XBOPO-
owu Toie.

3. Ilicng BUSBIEHHS 3HMKEHHS aKTUBHOCTI (DepMEHTY
3a TIPOTPEOU TIPOBOMISATH MOJICKYJIIPHO-TEHETIHE TOCITiKEHHSI.

4. JlomaTKOBMM CIieI(piTHIM METOIOM JOCTIIKESHHS € BU-
3HaueHHs GioMapKepiB, 10 KOPEITIOIOTH 3i CTYITeHEM aKTHBHOC-
Ti XxBopoOM lo11e, a came aKTMBHOCTI (hepMEHTIB XiTOTpiO3WIa3H,
CCLI18, Taprparpe3ucTeHTHOI Krcioi pocdara3u Ta aHTiOTeH-
3UHITepeTBOpIoBabHOTO hepmeHTy (Bodamer et al., 2010).

Ockinpku xBopoba lore HaeXXnuTh 10 opHaHHUX 3aXBOPIO-
BaHb i BKJTIOUCHA Y TICPEITiK HO30JIOTii, JIIKyBaHHSI SIKUX € 0€3KO0-
IITOBHMM JIJISI IAIIiEHTA, IIPU3HAYCHHS 3aMiCHOI (hepMEHTHOI
Tepalrii 3miiCHIOEThCST Ha 6a3i LleHTpy opdaHHMX 3aXBOpIOBaHb
HamionansHoi autstyoi cremianizoBaHoi tikapHi «OXMATIWUT»
B TIOPSIIKY, YCTAaHOBJICHOMY 3TimHO 3 Hakazamu MO3 Ykpainu
Bim 19.10.2015 Ne 683 Ta Bim 05.02.2015 Ne 50.

[loxuTreBa OGe3nepepBHa (hepMEHTHO3aMiCHA Teparlis, 1110 €
30JI0TIM CTAHAAPTOM JIiKyBaHHS XxBopoou [omre 1 ta 3 tutiB, Gitb-
mre Hixx 20 pokiB mpencTasieHa iMinmouepasoo (Llepesum®
400 OI**), Takox 1mpu xBopoOi Tome 1 Turry B YKpaidi BUKO-
PYICTOBYIOTH BeJIariTiolepasy aabda i Tainmolepasy aabga.

Jlo3y iMirmonepasy migonpaloTh iHIUBITyaIbHO, BiITIOBITHO
JI0 KJTIHIYHOTO CTATYCy TAIli€HTa Ta HOT0 MOJIEKYJISIPHUX TTOKa3-
HUKIB. [IpoTsirom ychoro yacy 3aMicHOI (pepMeHTHOI Tepartii
yepe3 KOXHi 6, 12 a60 24 Mics1li IpOBOAUTLCS KIIiHIUYHMIA, Ja-
OopaTOpHUIA Ta iIHCTpYMEHTAIBHII MOHITOPHHT.

MMinTBepaKeHo, 110 JiKyBaHHS npenapaToM Llepesum®
400 O/ mpu3BOAUTH 4O 3MeHIIIeHHS TenaroMeraiii Ha 30-40%
ta cruteHoMeranii Ha 50-60% (N.J. Weinreb et al., 2002).
TIpotsarom 4 pokiB JliKyBaHHS SIK MiHiMyM 70% TaLli€HTIB YCITiliI-
HO mocaraioTh Met Tepamii (N.J. Weinreb et al., 2008).
JlomaTKOBUMU TMOKa3HUKaMU e(hEeKTHUBHOCTI TpermapaTy
Liepesum® 400 OJ1 e (N. Weinreb et al., 2007; Andersson et al.,
2008; Charrow et al., 2007):

o 30iIBIICHHS KiJIbKOCTi TPOMOOIIMTIB, PiBHS TeMOTJIO0IHY,
YCYHEHHSI 3aJIESKHOCTI Bill reMOoTpaHCQy3iif;

e 3aro0iraHHS PO3BUTKY IeNaTOCIUIEHOMETAJIil, TOPTaIbHOL
Ta JISTCHEBOI TilTePTEH3il;

e 3MEHIIIEHHS KiCTKOBHMX KPM3iB i 00JIIO Y KiCTKaX;

® BiHOBJICHHS HOPMAJIBLHOTO POCTY y IiTEH;

® JTOCSATHEHHST ONTUMAIBHOI ITIKOBOI KiCTKOBOI MacH y JIiTeH;

® 3aImo0iraHHsg OCTEOHEKPO3Y, OCTEOMIEIIITY Ta iHIINX KiCT-
KOBHX YCKJIATHEHb (32 YMOBH BUACHOTO ITOYATKY TepalTii);

e IIiIBMINEHHS MiHEPaIbHOI IIUIBHOCTI KiCTOK;

® IIiIBMIIEHHS IKOCTi KUTTSI;

e TIOKpaIleHHs (hi3MYHOTO Ta IICUXIYHOTO 3I0POB’S MaIli€H-
TiB 3 xBopo6oro [orre.

AnsTepHaTHBOIO (hepMEHTHO3aMIiCHil Tepallii MOXYTb OyTH
TepopalibHa CyOCcTpaT-peayKyloda Tepallis Ta Tepartist (hapMako-
JIOTIYHMMMU IIariepoOHaMH1, OCTaHHS Hapasi JOCIiKY€EThCS.

KomrmekcHmit minxin o BeaeHHS MaIliEHTIB 3 XBopoOoio [omre
TIOJIATAE Y PO3IYISA TOITBHOCTI YaCTKOBOI a00 TOTAIBHOI CITICH-
eKTOMil; TpaHcdy3ii epuTpoLIATaApHOI 400 TPOMOOIIMTAPHOI MACH,
CBixK03aMOPOXKEHOI IDTa3MI KPOBI; PM3HAYECHHST aHAITETHKIB TP
00110 B KiCcTKax (OIHAK CJIil YHAKATH 3aCTOCYBAHHST HECTEPOIMHIX
TIPOTU3ANAIBHIX 3aC00iB ITPY IOMIpHIi1 i TSDKKIii TPOMOOLIATOITE-
Hii); OIepaTUBHOTO OPTONEINIHOTO BTPYYaHHS (OCTCOCHHTE3,
EHIIOIIPOTE3yBaHHSI CYIJIO0IB, apTPOIE3yIOUi oIlepallii, KOpUTyroda
OCTEOTOMisI, HEKPCEKBECTPEKTOMisT); IPU3HAYCHHS BITAMIHIB, Mi-
kpoeseMeHTis (Ca®", sitamin Djy; P. Mistry et al., 2007).

Ha 3aBepmrenns monosini 4.1. lopoHiHa rpeacTaBmia KITiHid-
HMIA BUITAI0K XBopoOu [oliie y AiBYMHKY 6 pOKiB. Y TUTHHM CITO-
cTepiramy 30iIbIIeHHsI 00’ €MY XXIMBOTA, PELMINBYIOUMIA TeMOpa-
TiYHMI1 BUCHIT, HOCOBi KPOBOTEYi, 3aTPUMKY POCTY Ta 301 IbIICHHS
MacH Tisia, OiJTb Y HIDKHIX KiHITIBKAX, 9aCTi eTi30I1 TOCTPHX PeC-
mipaTopHHX 3axBopioBaHb. [Ipy1 06cTexXeHHi 0y710 BUSBICHO 3a-
JTi3oeilNTHY aHEMIlo, TiltepepUTHHEMIIO, TTAHIIUTOIICHIIO,
KOaryJIoIario, MaBUIIEHHS piBHS JIyxKHOi (pocdarasu, remaro-
CIDIEHOMETAJIiI0, ITOYAaTKOBI 03HAKM IOPTAIBHOI TillepTeH3il, oc-
TCOIIEHIIO JIETKOTO CTYIICHSI 3a TaHUMU IOABIHOI €eHepreTMIHOL
PEHTTEeHIBCHKOI a0COPOIIiOMeTpii, PO3IIMPEHHS TUCTATHHIX Bil-
JITIB TpyO9IaCTHX KiCTOK 3a TUIIOM Koji0 EpreHMeepa, mouaTkoBi
O3HaKW CHHOBIiTY. JliarHO3 OyJ10 MiATBEPIKEHO Ha OCHOBI 3HHU-
KEHHSI aKTUBHOCTI [3-TITIOKO3WIA3H 110 2,6 HMOJTb,/ TOM/MJT, TIiIBU-
IEHHS aKTUBHOCTI XiTOTpio3umasu 10 7293 HMOJIb,/ToI/MJT Ta OC-
TATOYHO — 3a JOTIOMOTOI0 TeHETHIHO-MOJICKY/ISIPHOTO aHaJTi3y.

V 1poMy KIIiHIYHOMY BUIIAAKY IIPU3HAYCHHS iMiTTonepasn
y no3i 30 Ol /xr 1 pa3 Ha 2 THXHI BHYTPIIIHBOBEHHO KParejibHO
y Billi 7 pOKiB CIIpHSIO perpecyBaHHIO TeIaTOCITICHOMETAII,
HOpMaTi3alii Qi3MIHOTO PO3BUTKY, ITOKA3HUKIB TeMOTpaMU,
MiHepaJTbHOI IITBHOCTI KiCTKOBOI TKAHIMHU.

Taxym YMHOM, Y KITiHIYHIM TIPaKTHIIi OMHIEI0 3 HafiCepio3Hi-
KX IIpo0IeM Ipy XBopoOi Tole 3anmiraeTbes ii paHHE BUSIB-
nerHs. CBoeyacHa JIialrHOCTHKA Ta TIPU3HAYCHHS TIAaTOTCHETHY -
HOI Teparii 3a0e31euyioTh YCYHEHHS TIPOSIBIB IHBATiIM3YIOUMX
CHMIITOMIB XBOPOOH, III0 MOXe CIIPHUSITHU IIOBHIl pealOimiTaltii
maiienHTiB i3 mieto TsekKoro Heayroro (K. Wenstrup et al., 2007;
J. Charrow et al., 2007).
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LIEPE3MIM® 400 OA NPOAEMOHCTPYBAB
KAiHi‘-IHV EQEKTMBHICTb Y AIKYBAHHI _
KICTKOBMX YCKAAAHEHbB IMPU XBOPOBI TOLLIE:

~~ 3HAYHO 3HMXXYIOHYU PUNK OBACKYASIPHOrO HEKPO3Y NPM NOYATKY
AIKYBOHHS NPOTIromM 2 poKiB MiCASl BCTOHOBAEHHS AiGrHo3y'

~~ 3HOYHO NOKPALLYIOYM MiIHEPAAbHY LLABHICTb KICTOK i 3HMXXYIOUM
PU3MK YPOXKEHb KiCTOK, TOKUX K NepeAOMU, AeCTPYKLUiT KiCTKOBUX

NAGCTUHOK, iIHOAPKTHU KiCTOK?3

> 3HQYHO 3HUXYIOUY KICTKOBI 6OAI npoTsrom 3 MICSILLIB2
TA 3HUXXYIOYU KiICTKOBI KPU3M NPOTAromM 12 micq LIB

SAXUCTITb KICTKW 3 YIIEBHEHICTIO™®
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npouecu. EHanmmn. Koa ATX A16A BO2. NMokasaHHs. Liepeanm® 400 OA (imiratoL,epasa) MOKA3AHWIA AAS TOMBAAOT PepMEHTO3AMICHOI TEpanii XBOPUX 3 MIATBEPAKEHNM AIQrHO30M XBOP OB [OLLE HEHEMPOHOMATUYHOTO TUMY (TUMN 1) ABO XPOHIYHOTO HEMPOHONATUYHOTO TUMY (T1N 3),
SIKi MQIOTb KAIHIYHO 3HAYYLLL HEHEBPOAOTIYHI NPOSIBU XBOPOOW. MPOTUNOKA3AHHSL. MMABULLLEHA YYTAMBICTb AO OKTWMBHOI PEYOBUHM B0 A0 BYAb-KOT 3 AOMOMIKHUX PEYOBUH NPEenapary. B3aaeMoAIs 3 iIHLIMMM AIKOPCbKMMK 3aCOBAMM TA iHLLI BUAW B3AEMOAIN. AOCAIANKEHD LLLOAO
B3AEMOAII 3 IHLWMMU AIKAPCBKMN 30CO6AMN HE MPOBOAMAN. 30CTOCYBAHHS Yy Nepioa BANTHOCTI B0 roayBaHHS TRYAAKD. BaritHicTs. O6MeeHi AQHi (HacamnepeA OTPUMAHI 3i CIOHTAHHKX NMOBIAOMAEHb TA OMYBGAIKOBAHMX OTASIAIB) CTOCOBHO NMOHAA 150 BAriTHUX, SIKi NPUIAMAAN
Llepe3nm® 400 OA, NOKA3YHOTh, LLLO 3ACTOCYBAHHSI MPEMNAPATY AOLIABHE AASI 3a6€3MEeYEHHSs1 KOHTPOAIO 3a XBOPOGOIO [OLLe Mia YaC BAMTHOCTI. [0AYBAHHS TPYAARD. HEBIAOMO, 4/ MOTPAMNASIE OKTMBHA PEYOBMHA MPENAPATY Y IPYAHE MOAOKO XIHKWN, OAHAK GEPMEHTH, BIPOTAHO,
NEepPEeTPABAIIOTLCS Y LLAYHKOBO-KULLIKOBOMY TPRAKTI AUTUHU. CAia 6y 06epexHUMI NpK 3acTocyBaHHI npenaparty Liepesnm® 400 OA »IHKAM, siki roAYIoTb rpyaato. Cnoci6 3acToCyBAHHS TA A03M. AIKyBAHHS MALEHTA HEOBXIAHO 3AIMCHIOBATY NiA HAMASIAOM AIKQPS, SIKUIA MOE
AOCTATHIN AOCBIA TO BOAOAJE 3HAHHSIMU LLLOAO AiKyBAHHS1 XBOpo6U [owwe. Ao3yBaHHsl. Ao3y npenaparty Liepeanm® 400 OA BU3HAHAIOTb IHAMBIAYOABHO AAST KOXHOMO XBOPOTO 3 YPOXYBAHHSIM KAIHIYHX MPOSIBIB 30XBOPIOBAHHS. ByAQ NOKA3AHA ePEKTUBHICTb PI3HUX CXEM AO3YBOHHSI
LLLOAO AESIKUX B0 YCiX HEHEBPOAOTIYHMX MPOSIBIB 30XBOPKOBAHHSI. 3ACTOCYBAHHSI MOYATKOBOT A031 60 OA/KT 1 pa3 Ha 2 TWXKHI MPU3BOANTL AO MOKPALLEHHS| FEMATOAOTIYHMX TA BICLLEPAABHMX NApPAMETPIB Yepes é MICSILB Bia NOYATKY Tepanii, a MoACQAbLIE AIKYBAHHS MPENAPATOM
Lilepe3nm® 400 OA 3ynumHsie NporpecyBaHHs A60 3MEHLLYE TSHKKICTb YPOKEHb KICTKOBOT CUCTEMU. BBEAESHHST HAMMEHLLOT A03M, SIKAl CTAHOBKTL 15 OA/KF MACK TIAG 1 PA3 HA 2 TWKHI, MPU3BOANTL AO MOKPALLEHHSI FEMATOAOTYHMX NAPAMETPIB | SMEHLLEHHS MPOSIBIB OPraHOMEraAii,
NpOTE He BMNAMBAE HA KICTKOBY CUMMNTOMATUKY. CTAHAQPTHOK CXEMOIO AIKyBAHHSI € OAHOPA30BA BHYTPILLHBOBEHHA iHOY3is npenaparty Liepe3nm®400 OA KoxHI 2 TxkHi. MoGivHi peakuii. AMCNHOE, KALEAb, KPOMMB'SIHKA/AHTIOHEBPOTUHHWI HABPSIK, CBEPOK, BUCUMAHHSI, PeaKLLi
NiABULLLEHOT YYTAMBOCTI TA iHLLI MOGIYHI peaKuii (AMB. IHCTPYKLIIO AASt MEANYHOTO 3CTOCYBAHHST). Kateropis Bianycky. 3a peLentom.

IHCTPYKLLSI AAST MEAUYHOTO 3ACTOCYBAHHS AIKAPCbKOro 3acoby Liepesnm® 400 OA, MOPOLLOK AAST PUTOTYBAHHS KOHLIEHTPATY AAST PO34YMHY AAS iHPY3ir mo 400 OA. PI. N2 UA/8659/01/02. Hakas MO3 N22205 sip, 31.10.2019.

IHpopMaLLis HOAQHO CKOPOYEeHO. MoBHA IHPOPMALLS MICTUTLCS B IHCTRYKLIT AASI MEAMYHOTO 30CTOCYBAHHSI MPENAPATy. IHPOPMALLSI NPO AIKAPCbKMIA 3ACI6 AAS MYBAIKALLT Y BUACQHHSIX, MPU3HAYEHUX AASI MEAUNYHMX | DAPMALEBTUYHMX MPALIBHUKIB, O TAKOX Y MOTEPIAAQX,
LLIO PO3MOBCIOAXKYIOTbCSI HOl CMELAABHVX CEeMIHaPAX, KOHEPEHLLisX, CUMMNO3iyMaX i3 MeANYHOT TeMaTUKU.

ANikapcbkuin 3aci6 Liepearm® 400 OA, MOPOLLOK AAS MPUFOTYBAHHST KOHLEHTPATY AAS PO3UMHY AAS iHDY3IM No 400 OA, 3apeecTpoBaHui B YkpdiHi. M. N2 UA/8659/01/02.
Hakas MO3 N21504 Bia 16.08.2018, 3amiHu BHeceHo Hakas MO3 N 2205 sia 31.10.2019. GZEA.CERZ.17.05.0253(3)
ACHWA MATEPIaA MATOTOBAEHO HO OCHOBI MaTepiany GZEMEA.CERZ.14.09.0197(1). Bci npaBa HA 3MICT MATEPIAAY (BKAIOYHO 3 MPABAMU HO GOTO306PAKEHHST) 3aXMLLEHI T HOAEXATb Genzyme Corporation. 12 TpaBHsl 2020 poky



