MMUTAHHA TACTPOEHTEPOAOTTI. CUMITO3IYM

YAK 616.003.218-005-3
IHoekc DOI 10.15407 /internalmed2022.01.004

IIpod. T.[. 3Barinuesa, ac. JI.K. TamaneHKoO

XapkiBcbKa MeAryHa aKaJeMis MicIIAUITIOMHOI OCBITHI
Kadenpa racrpoenTeposiorii Ta Hy TpiriiosIorii

CyuacHe yABA€HHA IIPO MYKOBICITHAO3

ykoBiciuzos (MB) — cnajkoBe 3aXBOPIOBaHHS.

Voro Buknukae myTanis rena CFTR (Tpancmem6-
pasoro perynaTopy MB) y 7-iit mapi xpomocom. fkio
B LjiJi Iapi ofHa XpOMOCOMa 3 T€HOM, SAAKUII MyTyBaB, a
Ipyra HopMajbHa, TIOAMHA 3a/IMIIAETHCS 3T,0POBOIO, ajle
Iepefac 3MiHEHY XpOMOCOMY CBOIM Hamafikam. fkio
L MyTallis Hacmigye Bifj 060X 6aTbKiB — AMTHHA Ha-
pomxyerbcsa 3 MB.

OnTuManbHUM CTPOKOM BCTaHOB/IEHHS fAiarHo3y MB
BBa)KalOTh IIEpiofi HOBOHAPOPKEHOCTI, X04a Ofipa3y IIic-
151 HapomxkeHHA MB nposBnaerbes nuie y 10-15% xBo-
PMX 3 MEKOHiabHMUM ineycoM. KpiM Toro, mpo MOXnmusy
HasABHicTb MB y m1ofa Moke cBifunTy HifiBUILEHA €X0-
TeHHICTb KMIIeYHNKY. I/ iHMNX XBOPUX AiTell CTPOKK
MmaHidecranii MOXXYTb 3HA4YHO BifipisHATHUCH. SKIO ¥
niKaps He BMHUMKHE IPUIYLIEHb WOA0 HaABHOCTI MB,
TO 11 miarHo3 MB He Oyzme BcranoBieHo. Ile 3ymoBioe
Cepliio3Hi, HaBiTh HeOe3evyHi HACMIAKY JIIKyBaHHA 0Ci0
3a npoTokonoM MB, y sikux iioro He 6yno, mpu XubHO-
MO3UTUBHIN [iarHOCTUIII Ta HaBIIAKM — BiJCYTHICTb
aJleKBaTHOTo JiKyBaHHA MB nipu XMOHOHETaTUBHIl [ia-
rHocTuI. ¥ 6araTbox KpaiHax CBiTy Ijfo mpo6eMy BUpi-
LIYIOTH IIJIAXOM IIPOBEJeHH HEOHATa/IbHOTO CKPUHIHTY
Ha MB. B Ykpaini Taxa cucrema He BipoBapkeHa[1].

VY reni CFTR Ha mauuit MomeHT onmcaHo moHan 700
MYyTaLlii1, 6iBIIICTD 3 AKUX € nyXe pigkicaumu. I Tinpkn
Ha 14 MyTauii fOBOAUTbCA MpubIN3HO 75% yCix reHe-
TUYHUX JedeKTiB, 10 npnu3BofaTh 4o MB. ¥V 1989 pori
BueHi 3 Kanagy i CIIIA Buasumu red MB. Ien MB pos-
TALIOBaHMII B CEpENVHI JOBIOTO IIJIe4a 7-01 XpOMOCOMM.
Voro 6inkouit mpoaykT — MB TpancMeM6panuii pe-
ry/sitop nposigHocti (MBTP). Bin € MeMOpaHHUM Ka-
HaJIOM [ aKTMBHOI CEKpellii iOHiB XJIOpy 3 K/IiTHHM B
MIPOCBIT BUBITHUX IPOTOKiB €K30KPMHHUX 3a/103 i BUKO-
HY€E pO/b IepeMyKada, Perymondoro abcopbuimn ioHiB
HaTpio, bepe yyacTh B pery/anii pyHkuii iHImmx ioHHNX
KaHaJIiB B KJIITMHHIT MeMOpaHi.

TeH, 110 MyTYBaB, KOLY€E 0COOMMBUIL OITIOK, AKMIT pe-
TY/IIO€ PYX i0HIB HATPiIo i XJIOpy Yepes KIiTUHHY CTiHKY.
IIpu MB TpaHCIIOPT 1uX i0HiB MOPYIIY€ETHCSA, CAME TOMY

CeKpeT CTa€ B'A3KUM i 3aKyIopIoe IpoToku. B pesyisn-
TaTi HOPYIIYIOTHCS BIACTMBOCTI yCix 6e3 cekpeTis, 1o
BUTINAIOTbCA OPTraHi3MOM: IOTY, CEKpeTy AMXaabHUX
NIIAXiB, AKUI IOBMHEH MiATPUMYBAaTH IX y IOCTaTHHO-
MY CTaHi, CIM3Y, WO 3aXMIIA€ CTIHKY IITYHKOBO-KUIIKO-
Boro tpakrty (IIKT), ¢pepmeHTiB mifIITyHKOBOI 3271031
(I13). ITpu 1bOMY 3aXBOPIOBaHHI Bpa>kaloTbCs yCi opra-
HI, 110 BUAUIAIOTH Cu3 (BOHA CTA€E B’A3K0I0) — OPOHXM,
KUIIEYHNK, ITeYiHKa, CIMHOBI Ta OTOBI 3a/1031.

3ajIeXXHO Bif TOro, sAKi Mpo6IeMy BUXOAATb Ha Iep-
NI IUTaH, 1 BUSHAYAI0ThCA pisHi popmu MB:

— JlereHeBa — Ha NepUINii I/IaH BUXO[ATb IOPYILEH-
H:A QYHKIi /IereHis;

— KMIIKOBa — OCHOBHi CHMMIITOMMU IOB’s3aHi 3 IO-
PYLICHHSAM TpaBJIeHHs i  HeZOCTaTHIM BUPOOIEHHIM
¢depmenris I13;

— 3MIiIlIaHa;

— arumnoBa (UMPOTHYHA, HAOPSIKIO-aHeMiuHa, CTepTi
dbopmn).

MB € cnafgxoBMM 3aXBOPIOBAaHHAM 3aJ/103 30BHIIIHbOI
CeKpelil, MPOABIAETLCA B IIEPIIy YEPry IATONOTIEI 3
6oky IIKT i guxanpHoi cucremu. ITifBuieHa B’ A3KicTh
CeKpeTy 3a/lo3 3O0BHIIIHBOI CeKpelil NpU3BOLUTH [0
XPOHIYHOTO0 3aIla/IbHOTO MIPOLIECY B JIETE€HAX, €EK30KPUH-
Hilt HemocTarHOCTi I13, remaTobiniapHoi marosnorii i aHo-
MajIbHO BUCOKOMY BMICTY €/IeKTPOJIITiB Y ITOTi.

Bnepme saxsoproBanHA onmcaHe B 1936 poni mBen-
napcbkuM nepiarpom Isifo @ankonu . Boun cnocrepi-
ram JUTHHY 3 Kicrodiéposom I13 y noepnanHi 3 6poH-
XO€KTa3aMy, MaB Miclie CiMeHUI XapaKTep 3aXBOPIO-
BaHHA. Y 1938 poni aMepMKaHCHhKMII ITaTOJIOT0aHATOM
Hopoti AHpiepcen omy6mikyBana MoHorpagito «Kicro-
¢$i6bpos II3 i jtoro B3aeMOBITHOIIEHHS 3 Lieliaki€o», B
AKI BUIIINIA B CAMOCTINIHY HO3O0JIOTIYHY OJVHUIII0
«xicToszHuit pidbpos I13».

Huni ¢axiBui mykamoTb croci6é BUIpaBUTH reHeTNY-
HUIT flepeKT — FOCIKeHHA BEefyThCA B ABOX HAIpsi-
Max: FeHoTepamis (3aMiHa rena) i ¢apmaxoreHeruka
(Mope/MoBaHHS I0HHOTO TPaHCIOPTY 3 BUKOPUCTAHHAM
KOpPeKTOpiB i moTeHuiaTopis)[6].
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Enigemionorisa

Yacrora MB B CIIA i 6ibuiocti kpain €Bponu Ko-
mBaeTbca B MexXax 1:2000-1:2500 HOBOHApOIKEHUX.
[ITopiuHo y cBiTi 3’IB/IAIOTHCS Ha CBIiT 6inmbize 45 000 He-
MOBnAT 3 MB.

Ockinbku MB € yHiBepcanbHOIO €K30KPMHONATIE0
CIIaZIKOBOTO T'€HE3Y, IIPO OCTaTOYHE BU/IIKYBaHHA XBO-
pOro MOBM, Ha >Kajb, IOKM IO JITU He MOXKe. Ajle yTo-
BiIbHEHHs TIPOTPeCYBaHHA TAXKKUX IeCTPYKTUMBHUX
3MiH B Pi3HMX OpraHax i BUCOKMII PiB€Hb MEAMYHOI Ta
comnianbHoi peabinmitanii xBoporo Ha MB mjinkom Mox-
JIUBi B KOXKHOMY BMIIQJKY, i ToMy [1a piTeit 3 MB, Ha-
POIPKEHNX Y PO3BMHEHNUX KpPaiHaX, OUiKyE€TbCA CepefHs
TPUBAICTh XUTTA 40 POKiB TP BUCOKIil AKOCTi XUTTA.
J/ist JOCSITHEHHS TaKOro IOKasHMKAa HeOOXimHMIl paH-
Hill ITOYATOK JIiIKyBaHHA 3a iHAMBiyabHOIO CXEMOIO Ha
OCHOBIi Cy4aCHOTO IIPOTOKOJY 3 YPaXyBaHHAM TAXKKOCTI
Ta 0COOMUBOCTElT Tepebiry B yMOBax Mepexi creniami-
30BaHMX LleHTpiB MB.

Erionorisa

IIpyunna MB — uwncieHHi Myrauii BifmoBigHOro
reHa, sKi Ipu3BOAATh abo 1o BigcyTHOCTi 6inka MBTP,
abo fo mopymenH:a yioro ¢yHkuii. Koxen 25-11 mem-
KaHelb IUIAHETY € HOCiEM aHOMA/bHOIO TeHy i He 3a-
XBODIOE TiZIbKM TOMY, IO iHIIA KOIiA TéHa HOpMaJjbHa.
A6comoTHy 6iIBLICTD 340pOBKX 6aTbKIB — HOCIIB He-
¢dexTHOrO reHa MB — He 3HaIOTh PO HOCICTBO, TIOKYU
Yy HUX He HapOZUTbCA XBopa AuTuHa. lle Tpannderncs,
AKIIO HEMOBJ/IA Hac/lifye aHOManbHi reHn MB Big 060x
6aTbKiB. BiH Moxe OyTy TOMOSUTOTEH IO SKIVICh MyTa-
il a60 BUABUTHCS KOMIIAYHZIOM, KOMU MyTalil 6aTbKiB
po3pisHATbCA. Pusmuk HapomkeHHsa autunu 3 MB Bif
3JOpOBUX HOCIIB cki1afae 25%. [Ipy KoxxHill HacTynHiN
BariTHOCTI ITOKA3HUK 3a/MIIAETbCA HE3MIHHUM: PU3UK
He Mae rmam sTi.

Huni onncano 6inpuie 2 000 MyTanii i nonap 200 mo-
nimopdismiB y reni MB.

3arnexxHo Bif QyHKIiOHaIbHMX HACTIAKIB My TaIjil mif-
PO3AUIAITD Ha 6 KIIaciB:

1) 610KyeTbcs nponec cuHTe3y 6inka MBTP;

2) mopymyerbcs JOro [03piBaHHA, a TaKOXX TpaH-
CIIOPT 3 €HJIOIUIa3MAaTUYHOTO PETUKYIYMY Y MeMOpaHy
eliTeniaTbHUX KJIiTHH.

3) 6inoxk MBTP 3garuuit gocsraty K1iTMHHOI MeMOpa-
HY i BOyoBYyBarucsA B Hel, IpOTe TIpoliec perysmii itoro
¢yHKil 3 foromMoroo AT® MOBHICTIO NOPYLIYEThCS;

4) HesBa)XalOYyM Ha MaiDKe HOPMaJIbHY JIOKaTi3allilo
6inka MBTP B memOpaHi i IIi/IKOM afieKBaTHi mporecu
perynanii, 3SMEHIIyEThCA IPOBINHICTD iOHIB XIOPY;

5) SHIDKYETbCA piBeHb CHMHTe3y HOPMAaJIbHOTO OiIKy
MBTP;

6) BUABIIIETHCA pi3Ha Jisl Ha 3TaTHICTh TpaHCMeMOpa-
HOTO perynaTopHoro 6inky MB perymosary inmni ionHi
KaHa/IN.

Myranii 1-3-ro KaciB cepilo3Hille TOpyLIyI0Th QYHK-
nito MBTP, unm myTarii 4-6-ro kiacis, i acorniiioBasi 3
Kknacu4HauM MB. BcraHoBseHo, 110 ofjHa i Ta K MyTallid
MO>Ke IIPOBOKYBaTH pisHi mopyieHHs ¢yHkuii MBTP.

BignoBigHO 10 K/IiHIYHMX HACTI/IKIB BCi MyTallii B reHi
MB o6’enHytoTh y 4 rpynn:

1) o mpusBopATh 1o MB;

2) pi3Hi 3aXBOPIOBaHHS, 1[0 ACOLIIOITHCS 3 FeHOM MB;

3) 110 He MaIOTh K/IiHIYHOTO IIPOAIBY;

4) 3 HemoBeIeHNM 60 HESCHUM K/TIHIYHUM IIPOSIBOM.

BipnoBinHO 10f0 MOpYIIEHHA eK30KPMHHOI QyHKI]
I13 y xBopux Ha MB MyTanii posginumm Ha «BaXKi» i
«M’ski». [lo mepmmx BigHOCATBCSA MyTanii 1-3-ro kia-
ciB, 1o gpyrux — 4-6-ro.

HasABHICTb 2 «BaXKMX» MyTallill B TOMO3UTOTHOMY
a60 KOMIIaYHZHOMY CTaHi IPU3BOGUTD O €K30KPUHHOI
HepmoctaTHOCTI I13. TIpnm 1 «Baxkkiit» i 1 «M siKil» YHK-
uis 113 3anuimaerses 36epexxeHoro [3].

ITaTtorenes

Baxxnusy ponb B maroreHesi MB Bifirpae samanen-
HA — IpsAMMIA HACTIi/IOK IIEPBUMHHOTO T€HETUYHOTO Jie-
(bexTy; IposBM MOXHA BUABUTY HE3a/IEKHO Bif MiKpo-
6101 KoHTaMiHaLii. BHac/IiZOK TaKOro acemnTmyHoro 3a-
HaJIeHHA BilOyBa€eThCA 3aKynopka mpoTok I13, >KoBuHux
XO[IiB ITeYiHKY i CiIM AHMX KaHATUKIB.

3ryumyBaHHs cekpety I13 npusBoguTh 50 06CTpyKIil
BHYTPIIIHPOYAaCTOYKOBUX i MDKYaCTOYKOBUX IIPOTOK,
anmHyciB. ITaHkpeaTnyHi pepMeHTH, AKi IPOROBXYIOTH
BUPOOIATHCA B allMHycaX B 3BMYANIHIiN KiIbKOCTI, Ha-
KOIIMYYIOThCSA 3 GOPMYBAaHHAM KiCT, BUK/IMKAIOTD ayTO-
JIi3 TKAaHMHM 3a/103U 1 He JOCATAI0Th ABaHAAIATUIIANIOL
kniuku (JITK). I[Topyiyerbes HOpo>KHIHHE TPaB/IeHHS,
nepenycim >xupiB i 6i1kiB. AnyHapHa mapeHXiMa cTae
aTpo¢iuyHOI i IOCTYNOBO 3aMILIAETBCS CIOMYYEHOIO
TKaHuHOW0. [Ipu MB 3miH0€THCS 1 Bupo6eHHs Gikap-
6onariB, o nopymye cepeposuie B JIIK (HeobxinHe
IJIA ONITMMAJIBHOI aKTMBHOCTI ITAHKPEATUYHUX i KMII-
KoBuX QepmenTiB). [Jesaki myTanii reny MB nos’s3ani 3
MOBiZTbHMM PO3BUTKOM ONVMCAHOTO BHUIIE TATO/IOTiYHOTO
[pOIleCy i HasABHICTIO MOPIBHSHO IiisArarodiit 36epe-
xeHHI0 (yHKii I3 Bripofosx 6araTbox pokis. Y crap-
LIOMY Billi Y YaCTMHM IALliEHTIB PO3BMBAETHCA L[YKPO-
Bui1 miabet [2].

Touka xkuwika. Jlerigparaliis iHTeCTMHANIBHOTO CeKpe-
Ty BHACJIi/IOK IIOPYILIEHHA TPaHCIOPTY X/I0PY, HATpilo i
BOJM, BICOKA KOHIIEHTPAL[isl 611Ky B KUIIKOBOMY BMICTi
npu6mnsHo y 20% HOBOHapomXeHNX 3 MB npussonaTs
[0 MeKOHia/lbHOMY inmeycy. ¥V cTapmoMy Bini rycruii
KMIIKOBUI BMICT MOXe OYTI IPUUIMHOIO TOCTPOi, abo
XpOHIYHOI OGCprKuﬁ IOVICTAJIBHUX BiffiniB TOHKOI a60
MIPOKCUMAJIbHUX Biffii/IiB TOBCTOI KMIIOK (eKBiBameHTH
MeKOHia/IbHOTO i/1eycy a60o CHHAPOM AMCTAIbHOI iHTec-
THHAIbHOI 00CTpyKLil). IHTecTMHaNbHA 06CTPYKLiA Y
HalieHTiB 1jiel Kareropii Mo>xe 6yt 06yMoB/ieHa iHBari-
Haniero ToHKoi kumku. Ille oguu Biporigumit KniHiYHNUI
nposaB MB — BunaganHsa npAMOi KUIIKH.

Ileuinxa. Y 3B’A3Ky 3 HEOCTATHICTIO XIOPHOTO KaHa-
JIy )KOBY CTa€ B’SI3KOI0, PO3BMBAIOTBCS TeNaTOLE/TIONISAP-
HMI1 i KaHaIiKy/ApHUIt Xonecras. Lle npussoguTh KO 3a-
TPUMKM TeNIaTOTOKCUYHMX YKOBYHMX KUCIOT, IPOAYKILii
MefliaTopiB 3amaneHHsd, UUTOKIHIB, BUIbHUX paiuKaIliB,
IIOCUJIEHHIO II€PEKMCHOTO OKMCEHHA JIMifiB i yIIKo-
JDKEHHIO KITITMHHUX MeMOpaH. BupineHHs >xoBdi B Ku-
HIEYHMK 3MEHIIYEThCSA, TOPYLIYETHCA TPaB/Ie€HHS.

IIpu MB cTpaxkgae i HellpOeHIOKpPMHA PperyAalid
IIKT. 3MiHM B CTPYKTYpi racTpoiHTeCTMHAIbHUX IIO-
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JINeNnTUmiB BIUIMBAIOTh Ha BUJieHHS KOMIIOHEHTIB
JKOBYi, BHYTPIIIHbOIIEYiHKOBY IVMPKY/IALII0 >XOBYHUX
KUCTIOT, 301/IbIIEHHS IPOHUKHOCTI CTIHKY TOHKOI KVIII-
kM. TAOKKICTb ypakeHHs NEYiHKM 3a/IeXUTh HE CTiIbKU
Bij Ty MyTauii B redi MB, ckinbku Bif Aii reHiB-mMonu-
(hikaTOpiB, HABKOJTIIHBOTO CEPENOBUIIA, BKIOYAIOUN
ATporeHHi. CreaTo3 He € NPAMUM HACTiKOM MyTalil
B reHi MB. 3aBpsaxu panHill giarHocTuIli, afgeKkBaTHiN
tepamii pepmentamu I13 i gieTnuHiit Kopekiii cTeaTos3
3YCTpiYa€eTbcA 3HAYHO pife.

Knacugikanis

Y MKX-10 kicrosuuit ¢ibpos (KP) BigHeceHmit fo
knacy IV — «XBopoby eHFOKPMHHOI CHCTeMH, posjia-
I TpaBJICHHA i NOpYyIIeHHs 0OMiHY ped4OBUH» i BKIIO-
vae nifgpyopukn: E84.0 — KO 3 ereHeBymu mposiBamu,
E84.1 — 3 xmmkoBumu nposisamu, E84.8 — 3 iHmmmMn
nposBamy, E84.9 — HeyTO4YHeHI.

Po6oua rpyma, opranisoBana BO3, MixXHapogHOIO
acoujianiero Kictopibposa. EBpONENCHKOI0 TeMATIIHO
Mepexero Mo npobnemax KicTodibposy, mpepcraBumia
npoekT HoBoi Knacudikanii KO B MKX-11: [4].

* xiacuyHMit MB 3 maHKpeaTMyHOIO HEJOCTAaTHICTIO

(PI);

* knacuyHmit MB 3 HemopyeHorwo ¢yukiieo I3 (PS);

e arunosuit MB;

* i30/1bOBaHa OOCTPYKTUBHA a300CIEPMist;

* XPOHIYHMII MIAHKPEATUT;

* anepriunnit 6pouxonerenesuit acreprines (ABPA)*;

* NCeMiHOBaHi 6p0one1<Ta3M;

* nudysHUI TaHOPOHXIONIT;

* CKJIEPO3YIOUMII XOJIAHTIT;

* HEOHATaJ/IbHA TilepTPUIICMHOT€HOMisl.

3apas B KIiHiuHi Knacudikauii BUAIA0TD:

A. QopMn 3aXBOPIOBAHHS :

1) smimana 3 ypaxenHam IIKT i 6ponxonereHeBoi
cucremu (75—80%);

2) mepeBaXkHo jiereHeBa (15—20%);

3) nepeBaxxHo KuikoBa (5%);

4) meuiHKoBa 3 ABUILAMM LIMPO3Y, HOPTATBHOIO Tinep-
TeH3i€10 i acIIUTOM;

5) i3onboBaHa efleKTposiTHa (1iceBgocuHapoM baptepy);

6) MeKOHi€Ba HenpoxifHicTh (5-10%);

7) HeOHaTa/IbHA TUIIEPTPUIICHOICHOMIS;

8) aTumnoBuX i cTepTHX.

B. Cranu (3a uikanoro IlIBaxmana — Bpacdunbpa) :

1) xoporie (71—100 6ariB);

2) sapmoBinbHe (56—70 6aiB);

3) cepenne (41—55 6aniB);

4) Baxxke (Menuie 40 6ais).

B. lenernuHmit fiarnos (Tui MyTanii).

I. KniniuHi IposBMU.

Kiiniyna kapTmaa

Y neonaranpHOMY nepiogi MB nposBnsgeTbca o3Ha-
KaMJ MEKOHIa/JIbHOTO i/1eyCy i y pAAi BUIIAIKiB IIEPUTO-
HiTOM, TIOB’s13aHUM 3 mepdopauiero crinku kumku. Ha
PEeHTreHorpaMi BUSHAYaE€ThCA B3y TTA IeTe/b KUIIKM 32
BifICYyTHOCTI PiBHA PifiVHM, a KOHTPAcTHA KJli3Ma BUAB-
7sie MiKpOKO/IOH. ITpiuyHOI0 iHTeCTUHANIBbHOI 06CTPYK-
nil MOXyTbh 6yTU pisHi 3axBoproBaHHA, ane y 80% BU-

nmagxiB e MB. Y rpymHOMY Billi Bij3HAa9alOTbCA CUMII-
TOMM 3 OOKY TpaBHOI cuCTeMM, 3aTpuMKa pisudHOro
PO3BUTKY.

OCHOBHI CHMMIITOMM KHUIIKOBOTO CHMH/IDOMY: 4aCTUIA,
HeobOpMIEHNIT, 3aMa3K00OpasHUIL, XUPHUIL, CMEPHIO-
ymii crinens i Mmereopusm. Kanosi macu Hacuny smusa-
I0TbCA 3 IE/IIOIOK i ropuuka. CUMIOTOMYU 3’SIBJIAIOTBCSA
HepiIko IIpM IIepexoii 3 IPyJHOro Ha 3MimaHe a6o
IITy4YHe BUTOLOBYBaHH:A i 06yMOB/IeH] MaHKpeaTNYHOI0
HeJIOCTATHICTIO i AMCQYHKIIE0 327103 TOHKOTO KMIley-
HyuKa. PekrampHmil mpornanc ¢iKCcyoTb NPUONU3HO Y
15% narieHTiB.

Penmpupyroui pecmipaTopni mopymeHHs i posmap
TpaBjIeHHS 3aKOHOMIpHO NPU3BOAATH AO TimoTpodil.
BinzHayaeTbcsa 3MeHbIIEHHS NifIIKIPHOIL XXMUPOBOI KIIiT-
KOBJVHU, 3aTPVMKa y Bari Ipu HOpMaJIbHOMY ab0 HaBiTh
HiBUIIEHOMY alleTHUTi y 617bIIOCT Malli€HTiB.

MB 3paTHMIT IPOABAATUCA TIIOXIOPEMIYHIM a/IKa/I0-
30M — 3a BifjCYTHOCTI 6/0BOTH (CMHPOM BTPAaTH COJi);
rimonpoTeiHeMiuHUMU HaOpsAKaMy; MiTBUIIEHOI0 KPO-
BOTOYUBICTIO, ITOB’s13aHOIO 3 fedinyroM Biraminy J13.

HiarHocTnka

IliaTHO3 CTaBMATH Ha TMIACTaBi HAHUX AOCTiMKEHHS
nory abo inenTndikanii 2 MyTaniit, npuramanaux MB,
Yy XBOpMX 3 IO3UTMBHUM pe3y/IbTaTOM HEOHATaJIbHUX
CKpUHIHT-TeCTiB, a00 XapaKTepHMX KIiHIYHUX O3HaK.
[le B cepenHi BiKM y BifijlaHHAX €BPONENICHKMX HapOJIiB
3TaflyBajiocs, 10 AUTHHA, IPU TOLIYHKY SKOTO Bif-
YYBA€TbCA COMOHUII IPUCMAK, NpUpedeHa Ha MIBUAKY
CMepTb.

Jnsa mocTaHoBKM AiarHo3y MB BUKOPUCTOBYIOTH Ha-
CTYNIHI KpuUTepil: HAABHICTb XapaKTepHMX KIIHIYHMX
mposBiB (maroyoris opraHiB AMXaHHA i HOAATKOBUX
na3yx Hoca, IIIKT i nopyuieHHs TpaBleHHHA, CUHAPOM
BTpaTy COjiB), ab0 HeOHaTalbHA TilePTPUIICHHOTEHO-
Mif i cBiZOLTBO MOpYyLIEHHA QYHKIII X/IOPHOTO KaHAIY.

JoroMaraioTh IOCTaBUTH fiarHo3 MB HacTymnHi Me-
TOJM:

IToToBMIT TECT — «30/I0TUI CTAHJAPT» Y AiaTHOCTULI
MB. Knacuunnit metor 3a [i6conom—KykoMm nosnsrae y
BU3HAYEHHi KOHIIEHTpalii iOHiB XJIOPY Ta HATPiI0 B IIO-
pLii 0Ty, AKUIT OEP>KYIOTh BUK/IIOYHO 32 JJOIIOMOIO0
CTaH/lapTHOI Npolenypu ioHodopesy 3 miTOKapIiHOM.
Ini criocobu ofep>kanHs noTy (IporpiBaHHs mapadi-
HOM, (i3suuHe HaBAHTAKEHHs, MNUTTS TapsYMX HAIOIB
TOIO) 3yMOBMIOITH Qanbcudikalio pesynbraTis, L0
HeMUHYYe IPU3BOAUTD /10 BCTAHOBJIEHH S IOMIIKOBOTO
miarHosy [5].

ITosuTMBHMM TOTOBMII TECT BBa)KAIOThb y pasi KOH-
LeHTpalii Xx71opy noHas 60 MeKB//I, CYMHiBHOIO — IIpU
40—60 MexB/1n, HeraTMBHOW0 — Ipu 40 MeKB/T i HIDKYe.
JliarHOCTMYHY 3HAYYIiCTh MA€ MOSUTUBHUII PE3YNbTAT
ABoX abo 6inbie aHami3iB noty (He MeHIe 100 Mr), Bu-
KOHaHUX 3 iHTepBasoM 2 TIOKHIB KBajTidikoBaHUM Iep-
COHAJIOM BiJIIOBifHO O cTaHAapTHOI MeTonmuky. KoH-
LieHTpallisg XIOpUAY HoHax 160 MekB/1 € disionoriuHo
HEMOXX/IMBOI0, TAKUII pe3ylbTaT CBifYUTb PO IOMMUII-
KU, IOy EeHi ITifl 9ac ofiep>KaHHA MOTY 4M JIOTO aHAJIi3y.

ITpu atunosiit popmi MB pesynbprar moToBoro recty
MOJKe CIIiBIIaJlaTy 3 ITOKa3HMKOM y HOPMi UM MEXYyBa-
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T 3 HUM. Onucadi neBHi Buau myTaniii B TPbM-reHi,
IIpY AKMX KOHILIEHTpaljisA XJIOpUMiB IIOTY 3HAXOAUTHCA Y
Me)xax Hopmu abo 67113bKa 10 Hel.

OTxe, MO3UTUBHUI IIOTOBUI TECT B OiIbIIIOCTI BUIIAJ-
KiB 3a HasABHOCTI X04a 6 ofHOro KiIiHiuHOro nposisy MB
HMiATBEPIKYE L€l [iarHO3, ajleé HETaTUBHMII pe3y/nbTaT
He 03Hayae BificyTHocTi MB y xBoporo.

AHaris MyTaniii IpoBOAATS Y CIellianizoBaHNX 1abo-
patopisax. Ak marepian pna opepxxanHa JJHK dacrime
BMKOPMCTOBYIOTH KPOB (IIi/IbHY KPOB 3 IOJjaBaHHsIM Te-
napuny un EJJTA sanexxHo Bif MeTORY, 4y MIAMM KPOBi
Ha crellialIbHOMY (iNbTpyBa/JbHOMY Iamepi), KITUHU
OyKa/jpHOTO emiTesniio; A/ IpeHaTasbHOl Ta IpeiMIl-
JIAaHTALiIHOI AiarHOCTMKM — KJIiTMHM XOpiOHa, aMHiO-
Ha, IUTalleHTH, oKpeMi Omacromipu. 3 monexyn JHK, sk
NIPaBUJIO, 33 JOIIOMOTOI0 IOIiMePasHO]I IAHIIFOTOBOI pe-
aKIil ofepXKyITh 6arato KoIliit, Iic/s Y0ro aHai3yoTh
HasABHICTDb i Bup myTaniit B TPBM-reni. Binomo monag
900 pisHoBMAiB MyTanii. HaliuacTime Bi,H6YBa€TbCH
MyTauis, o 6yna ifeHTudikoBana nepmoro — DF508,
Habararo pimgme — G542X, W1282X, N1303K, R117H.
BcranoBneHHs BuAy MyTalili Ma€ He JMIIE JiarHOC-
TH4He (HiATBepmKeHHA AiarHo3y MB fo um micna Ha-
POIKEHH:), a il IIleBHe NPOTHOCTUYHe 3HaueHHA (icHye
KOpeJIALlisi FeHOTUI — (PeHOTMUII).

XBopi Ha MB, siki MatoTh B 060X aJIe/IsAX OfHAKOBI MyTa-
11ii, € TOMO3UTOTaMM, A Ti, sIKi MAIOTh Pi3Hi BUIM MyTalili B
nBox ajnensix TPBM-rena, — koMmayHaHuMY (301pHUMM)
rerepo3uroramu. barbku xsoporo Ha MB B nepeBaxHiin
6inbiocTi € rereposurotHuMu Hocistmu TPBM-rena.

B mpoueci migrBeppKeHHa pAiarHosy MB BusAsnen-
HA gBox MyTaniin TPBM-rena B 060X XxpomocoMax 7 €
BUCOKOCIIeMIYHNM, ajie He AY>Ke YyTIMBMUM TeCTOM
4yepes BEMUKY KiZIbKiCTb MOX/IMBUX BapiaHTiB MYyTalliil.
Tomy npu HasgBHOCTI BOX MyTamil fiarHo3 MB y xoH-
KPeTHOTO NaljieHTa BBa)XKaloTb BCTAHOBJIEHNUM, a X He-
BUABJIEHHA He O3Ha4a€ BifcyTHOCTI MB y xBOpOTO.

Hocmimkenusa JJTHK. BaxxnmBo s mocTaHOBKM [Iia-
rHo3y MB MOXX/uBoOI TeHHOI Tepail, peHaTaabHOI [ia-
THOCTUKIL.

HiTsAM Ha TeplIoMy MicALll )XUTTA MPOBOJATD AOCTI-
IPKEHH:A piBHA IMyHOPEaKTUMBHOTO TPUIICKHY B KPOBi —
BUABJIAIOTH KiZbKicTb 1poro ¢epmenty II3. IIpu MB
KiZbKicTh Tpuricuny B 5-10 pasis Buile 3a HOpMY.

ITpu xumkoBilt popMi XBOpoOU B KaJli BUABIAETHCS
Be/IMKa Ki/IbKiCTh HellepeTpaB/IeHOro XXMPY, a nabopa-
TOPHIi JOCIIKEHHA CUPOBAaTKM KPOBi, a TAKOXX BMICTY
HOIIK i cedi dikcyroTh piske 3SHMDKeHHA piBHA HaHKpea-
TUYHMX pepMeHTIB.

ITpn exsoxkpunHili HepgocraTHOCTI I13 BUABNAIOTH
CTeaTopel0 HEeMTPaJbHUM >XUPOM, Y BaXKKUX BUIIAJ-
KaX — IIO€[HaHHA cTeaTopei 3 KpeaTope€ro.

Hait6inpin iHpopMaTHBHUIT METOf, 1[0 00 €KTUBHO
II0Ka3ye Mipy He[OCTaTHOCTI ek30KpuHHOI ¢yHKuii I13
(emacrasa-1 — ii mpoTteonmiTuunmit GpepMeHT). Y HOpMI
KOHLeHTpauid cknagae 200-500 mkr/r crinbus. Ha 1i pi-
BeHb He BIUIMBa€ epMeHTOTepanys. Po3pisHsAIOTH ier-
Ky Mipy IaHKpeaTnyHol HefgoctaTHoCTi (100-200 MKr/T
cTinbLA) 1 Baxky (Hmkde 100 MKr/T crinbis). Pesyib-
TaTy LOC/Ii/I)KeHHA BBAXXAIOTh JOCTOBIpHMMM HiC/A ABO-
TV>KHEBOTO BiKy ITalli€HTa.

Y31 oprauiB yepesHoi nopoxxuyuu (Y3l OUII). Lle
croci6 miarHocTVKY i MOHITOpPUHTY 3MiH 3 60Ky I13 i ce-
JIE31HKIL.

JHK-aHani3 npoBopgnThCA:

1) axmo piarnocroBanui MB 1o ananisy noty (mosner-
IIy€ CKPYHIHT IHIINX YIeHiB CiM’1 i J03BOJIsIE BUKOHATH
IpeHaTa/IbHY JiaTHOCTUKY Iifj Yac MaibyTHIX BariTHOC-
Tein);

2) pigHuM 6patam i cecTpam maijienta 3 MB;

3) Komyu OoTpMMaHi CyMHIBHi pe3y/IbTaTu IIOTOBOTO Te-
CTYy.

HeonaTtanbuuii CKpMHIHT ClIpusA€ paHHIN JiarHOCTH-
Ii i IpU3HAYEHHIO CTAHJAPTHOL Teparil, 10 MOKpalye
BIDKUBAEMICTD, (bisquMi[ PO3BUTOK, KO-THOTUBHI, JIe-
reHeBi QyHKIUii IalieHTiB, a TakOX 1030aBIsA€ Bif He-
noTpibHnx ob6ctexxensb. Kpim Toro, BiH iHilitoe mpoBe-
IeHHS PaHHbOTO MEMKO-TeHeTMYHOTO KOHCYIbTYBaH-
HA. lle MOXXe BIVIMHYTY Ha PENPOAYKTUBHY MOBEMIIHKY
HOAPYXOKA 1 IX poAMdiB 3 MmIAraounMu 36epesxeHHIO
RiTOpOSHMMM QYHKIIAMIU. :

JIikyBaHHA

3piiicHIOETbCA 3TifHO 3 KniHiuHMM IpoTOKOIOM fAia-
THOCTUKY, TiKyBaHHA i peabiniTanil XBOpuX KicTO3HUM
¢dibposom (MB).

Hiera pmiteit crapumioro BiKy Iepenbadae BXXMBaHHA
pisHOMaHiTHMX mpopykTiB. TogyBarum norpibHo 6 pas
Ha 100y: 3 saraqpHUX npuiiomy ixi (cHifaHOK, 00in, Be-
4epsa) i 3 mepekycu (2-71 CHifaHOK, MOMYAHIK, Ha Hiv).
Ko>xHoro pasy gaBaru 6/110/1a, 110 MiCTATb TBApUHH] 6171
K1, UUHK (M’51c0, cyOrponykTy, puba, it abo Monod-
He — cup); Xupu (POCIMHHA i BEPUIKOBA OJ1isl, CMETaHa,
BepILIKN); BYIIeBOM: y Oinbiiocti — ckmapi (kpymn,
x71i6, oBoui), B MeHILiI — 1pocTi ($ppykTH, comopoi,
BapeHHs, Men). He cif faBatu mpogyKTu IpOMMKCIIO-
BOTO BMPOOHMIITBA, 1110 MICTATDb 6e3/iu cTabimisaropis,
KOHCEPBAHTIB, IITYYHMX OapBHUKIB. He pekoMeH/1yI0TD-
€A TIOCTINHO 1 y BEMMKUX KiZIBKOCTAX CMa)KeHe, KoIlye-
HIHa, KOBOACHI BMpoOM, M SICHI fienikaTecy, Ky/TiHapHuit
KNP, Maprapys, caao, MiljHi 6y}1b17101—11/1, roCTpi, KUCIi
6mrof1a i MpsHOIi : BOHY YCK/IAHIOIOTh POOOTY IediHKu
i ’)KOBYOBMBiTHIUX IIIJIAXiB.

PexoMennoBaHo ofepxxaHHA 3a 100y 35-45% Kanopiit
3a paxyHOK Xupy, 15% — 6inka, 45-50% — ByIIeBOfiB.
3arajzpHa KilbKicTh OiNIKiB, XMPIB B JeHHOMY paljioHi
noBuHHa ctaHoBuTH 100% Bij Ha/le>XXHOI HOPMU 3a Bi-
KOM, ByI/IeBOfiB — 125%, xypiB — 1mo HopMi (KibKicTb
Bi[ITIOBiJHO O BCTaHOB/IEHOI HOPMU Hi B AIKOMY pasi He
3MeHIIyBaTy!), MepeBaXHO pPOCIMHOIO IOXO/PKEHHH.
HoparkoBo npusHauary cinb (NaCl) y nanienTis Bikom
Ti0 3 pOKiB B 1031 2-3 T Ha §o0y; cTapure 3 pokiB — 3-5T
Ha 706y; B yMOBax CIIEKOTHOTO KJIiMaTy, IIpy Tineprep-
Mii, mocuneHoMy $i3MYHOMY HaBaHTaXKEHHI Ta IIOTO-
BUAieHHI — f03y migBumyooTh. Oco6mmBoCTi Xapuy-
BaHHSA — IPOJYKTU He IOBMHHI OyTM 3HEKMPEHUMU;
perynapHui NpuitoM DKi 3 JOCTaTHHOIO IEPEPBOI0 MIXK
HUMM; OaKaHO npuitoM Dxi BHOUI (1-2 pasu); focTaTHs
KiNbKiCTb Ipy60i KITITKOBUHN.

[TanieHTaM, 1[0 BUIPOOOBYIOTh OVCIIEIICHYHI ABUINA,
BXXIBATU MeHIlle IPOAYKTIB, 110 IOCU/IIOIOTH [a30yTBO-
PEHHA: IIe/IbHO3ePHOBOI! i BUCIBKOBUII X710, CBIXY i Knc-
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1y 6i70-, YepBOHOKAYaHHY KamycTy, 6000Bi, 6ypsik,
HIKIpKY i HaciHHA Bifj GpyKTiB, ropixu, rpubu. Oxpemo
Bip iHIIOI 1Xi i B 3HAYHIN Ki/IbKOCTi He MOYKHA BXKMBATU
npocri padinoBaHi ByIeBosy (IIyKOp, LYKEPKH, CONOL-
ki Hamoi, ppyKTOBi COKM).

Dy HeoOXifiHO mificomoBaTy i 36aradyBaTy mosiHeHa-
CHYEHUMM >KUPHUMM KucnoTamu (HepadiHoBaHa poc-
NMMHHA omisg 6e3 TepMiuHOI 0O6pOOKM, >KMPHA MOPCHKa
puba).

SIK nepBMHHE NOPYIIEHHSA TPaB/IeHHs, 3yMOBIeHe MB,
BMHMKa/Ia NEPeBaXHO MAaJIbAMUIeCTid, a B)Xe BTOPMH-
HO — sABuIa ManbabcopoOuil. Tomy nmosutuBHuUI edext
3aCTOCYBaHHA JIIKYyBa/JbHUX CyMilllel, AKi MICTATDH aMmi-
HOKMC/IOTH, TPUIJILIEPU/ Ta XMUPHI KUCIOTH i3 cepef-
HBOI NOBXJHOI JAHIIOTA i MOHOCAXapUin, y XBOPUX
Ha MB 3akoHOMipHMIL.

Y 6asucHy Teparito giteit 3 MB MatoTb Oy TI BKIIIOUeHi
JKMPOPO3YMHHI BiTaMiHn. PekomeHnpyerbcsa npoBopu-
TU LIOPIYHUIT MOHITOPMHTI IX piBHA B CUpPOBAaTLi KpoO-
Bi. IIpusHavaerbcsa Tokodepon 25-400 MO Ha o6y (5
MO/xr/p06); mariieHTaM 3 eK30KpMHHOI HefoCTaTHic-
tio [13 — perinon 5 000-10 000 MO/x06, eproxanpum-
¢depon 400-800 MO/no6; mpu xonecrasi, eK3OKpUHHIN
HepocTaTHOCTi [I3, micnma pesexuii Kny6OBo'1' KUILKHA,
TpUBaIOw aHTMOioTMKOTepamii — BitamiH /I3 Big 1 mr/
Ha ,uo6y — o 10 mr/Ha TVOK[eHb; MaljieHTaM IicA pe-
3ekuii kny6osoi kumku (tect Iunnuura <45%) — Bi-
TaMiH By, — 100 MKT Ha MicAIb B/M.

AnimeHTapHi npruyay gediunuTy BiTaMiHiB, B IepIry
Yepry >KMPOPO3YMHHMX, Ta MiIKPOETIEMEHTIB 3YMOBIIIO-
I0Th HEOOXiHICTh IOCTIIHOTO BXXMBAaHHs IO/iBiTaMiH-
Hux mpenapariB. JKupoposunuui BiTaminu Heo6XigHO
NpUIMaT OfHOYACHO 3 DKEI, L0 BUMAara€ IpUioMy
HNaHKpeaTH4HUX QepMeHTiB. Biramin E 060B’s13K0BO
IIOBMHHI oTpuMyBatu yci xBopi MB. Biramin B;, npu-
3HaYaIoTh 1 pa3 Ha MicsUb HalieHTaM, SIKUM 3pobieHa
pe3exuisa AiUTIHKY KUIIKY. Bofopo3unHHI BiTaMiHM 1O-
TpibHi B 3BMYaHMX IPOQIMAKTUIHUX KO3YBAHHIX (SIK 1
3IOPOBIUM TaKoro X Biky). ITariienTam 3 MB pekomeHzy-
€THCs JOJaTKOBE BBeleHH Kabllito : 400-800 Mr. miTsaMm;
800-1200 mr. — mijiTiTKaM.

3a HasABHOCTI 0O3HAaK eK30KPMHHOI HefgocTaTHOCTI 13
HOTPi6HO 3aMiCHY Tepalliio TaHKpeaTUIHUMMU (PepMeH-
Tamit. [y pepMeHTOTepamii C/1ifi BUKOPUCTOBYBATH CY-
vacHi npenapatu y ¢popmi minimikpocdep, Mukpocdep
a6o Mikporirynok posmipom 0,4-2,0 MM, HokpuTnx pH-
YYTTEBOI0 00O/IOHKOK0. BOHM piBHOMipHO mepemimry-
I0TbCA 3 DKEI0 1 CMHXPOHHO 3 Heto nnpoxopats y JIIK, ne
PO3UMHAIOTHCA. 3aBASAKYU LIbOMY BIAETbCA KOHTPOIIOBA-
TI CTeaTopelo, 30epirarouy HeoOXifHY KiIbKiCTb >XUpy B
paLioHi.

Josa depMeHTiB MifOUpaeTbcs iHAMBIAYanbHO IIpU
KO>XHOMY Bi3UTi [IO JIiKaps i KOPUTYETbCA 3aJIEKHO Bif
Ki/JIbKOCTI CITOXXMBaHMX XKUPIB.

Jo3n nmaHkpearnyHux pepMeHTIB Clif MigBUITYBaTH
IIOCTYIIOBO JIO BCTAHOBJ/IEHHSA KOHTPOJIIO HaJl CUMIITO-
mamu. IIpo onTMManbHICTH CyAATh IO HOpMasi3anil
YaCTOTH CTi/NbIA, JOCTATHIN Hafi0aBIi y Basi i 3pocTaH-
Hi, BifICYTHOCTI 361/IbIIIEHHSA )XMBOTA, 3SHUKHEHHIO KUPY
B Kayi. BaxmmBo mam’AtaTy, 10 IMaHKpeaTHMdHa HeJo-
CTaTHICTb HiKO/IM HE MiJJJa€ThCA IOBHI KOPEKILii, TOMY

cTeaTopesi HEMTPaJbHUM >XMPOM Y Lii€i KaTeropii nari-
€HTIB, AK NPaBUJIO, IIepeBUILye HOPMAaTUBHUII MOKa3-
HUK. 3aMicHa pepMeHTOTepalis 3 BUKOPUCTAHHAM Mi-
KporpaHy/nboBaHMxX ¢epMeHTiB I3 B eHTepocom06inb-
Hilt o6onmou1i (MOIIEO) nip yac ko>kxHOTO Ipuitomy Dxi.
Hob6oBa nosa ninasu crasosutb 2000-10 000 OJI/kr Ha
IleHb, 3aJIe)KHO Bifl CTYIIeHA HegocTaTHOCTI pynkuii I13,
POSIOJINAETbCA HAa KOXKHUI NPUIOM DXKi 3 ypaxyBaH-
HSIM KiZIBKOCTI Ta AKOCTi (0cOOMMBO BMICTY >XMpy) DXKi.
Kopexuito 1031 3[iliCHIOIOTD 10 BiICyTHOCTI HellTpab-
HOTO >KMPY B KoIporpami, abo 3a mifpaxyHkoM Koedi-
LIiEHTa 3aCBOEHHA XUPY B 72-TONMHHINA KOMEKIil Kay.
He pekoMeH/1yeTbCsA 3aCTOCYBaHHSA BMCOKOKOHIIEHTPO-
BaHUX (PepMEHTIB Y AiTeil BikoM 0 12 pokiB.

DepMeHTH IPUITMAIOTH 3 KOXKHOIO KO0 260 Iput BXKI-
BaHHI 106aBOK, 10 MicTATh >xupu. Kancynmm HeobxifHO
MIPOKOBTYBATy LinKoM. [liTAM paHHBOTO BiKY, Ta IpU
BUpPa)XeHOMY 007IbOBOMY CHHApOMiI — MiHicdepnu Bu-
TATAIOTD 3 KAIICY/IN.

Sxuo 3Buyarini fo3u depmentis (3 000 OII/kr 3 KOX-
HOI0O OCHOBHOKI DKoo, abo 10000 OJl/kr/na po6y) He
JOIOMaraloTh, BOX/IMBO BMIK/IIOUUTY JIAKTa3HYIO HeMO-
CTaTHICTD, Lie/liakilo, Xosecras, MapasuTapHi 3aXBOPIO-
BaHHSA, KMIKOBI iHpexuil. BigcyTHiCTb edekTy Moxxe
OyTy NOB’s13aHa 3 Ii/JBUIIEHOI KMCIOTHICTIO CepefoBMU-
ma JTIK. Ile norpe6ye HeoOXifHICTh TPUBAJIOTO 3aCTOCY-
BaHH (6-8 TYOKHIB): iHri6iTopiB mpoToHHOI ToMmN (OMe-
[pas3os, MaHTampasosn, pabempasosn, ezomenpason). Lli
[penapaTyi MOXYTb OyTi IpyM3Ha4YeHi y BUA[KY ITOTpe-
Ov 3HAYHOTO 30i/MbIIEHHS 103 MaHKPeaTHIHUX epMeH-
TiB 260 3a BiICYTHOCTI iX /IiKyBa/IbHOTO e(heKTY, 110 MOXKe
Oyt 0O6YMOBJIEHO IifIBUIIEHOI KUCTOTHICTIO IITYHKO-
BOTO COKY i HeffocTaTHBOI 06pobKoI0 XiMycy y JITK.

ITponyktyu, no Axkux He Tpeba HopaBaTty (epMeHT-
Hi mpemapaTi: GpykTyu (3a BUHATKOM aBOKajo), OBOYI
(oxpim kapromi, 606iB i rOpoXy), LIYKOp, BapeHH:I, MeT,
cupor, GppykToBuUii ciK, ra30BaHi HAIOI, IMMOHA, LIep-
6eT, PPYKTOBi KapaMenbKu.

3aryujeHHs i 3acTiif XKOBYi, CXU/IbHICTb O YTBOPEHHSA
KOHKDEMEHTIB B >KOBUYOBMJINIbHIN CUCTEMI Yy Ialji€HTiB
3 MB noTpe6ye 3acTOCYyBaHHs >KOBUOTiHHUX IIAI[i€HTIB
3 MB noTpe6ye 3acTOCYBaHH: >KOBUOTIHHUX Ta IeIlaTo-
IPOTEKTOPHMUX 3aC00iB.

INTanienTam 3 MB pisHoro Biky 3 03HaKaMu ypa>kKeHHs
remaTo6inmapHoi cucteMy B 6a3NCHY Tepailo BKIIIOYa-
I0Th IIpenapaTy ypcogesokcuxoneBoi kucnotn (YIX).
Bona mosuMTUBHO BIUIMBAa€E Ha aKTHUBHICTh (epMEHTIB
neviHky, 1i cekpeTOopHy (yHKIi0, 6iiapHUil ApeHaX;
3MEHIIYe JHTOTeHICTh >KOBYi; 3amobirae OakrTepiitHiit
TPaHC/IOKaIlil i pO3BUTKY €HIOTOKCEMII; 3aTpUMY€E IIPO-
rpec nupoTudHux 3MiH. Job6osa gosa YIX (20-30 mr/
KT) IOBMHHA JiIMUTHCA AK MiHIMYM Ha 2 IpUitoMIu.

KonTtaktu mix narientamn 3 MB motpi6Ho 3BecTt 0
MiHIMyMY, HaBiTb KIIIO pe3y/IbTaTiB MiKpOOiolIOridHOTO
06CTe)XKeHHA HeMa€e ab0 BOHY HeTaTUBHI.

MenyuHi NpaliBHMKM IIOBMHHI [JOTPUMYBaTH Ha-
JIeXHI 3aX0fiy 06epeXHOCTI IpYU IOBOMKEHH] 3 TAKMMU
NalieHTaMu: Tiri€Ha pyK, a TAKOXX BUKOPMCTAHHSA pyKa-
BMYOK, Xa/1aTiB, MAaCOK, 3aXMCHUX OKY/ApIB i MMLIbOBUX
mnTKiB. OO0B’A3KOBO YMCTUTH i CTepuisyBaTu abo fe-
3uHQiKyBaT OaraTopasoBe AMUXaJlbHE YCTATKYBaHHA.
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Cnig peTenbHO HMPOBOAUTK CTepuiizalilo abo [e3uH-
(exIriro BCOKOTO piBHS MOPTATUBHI criipoMeTpy, 6ara-
TOPa30Bi MYHJIITYKY, TPYOKMU i KOHEKTOPYU MIX 3aCTO-
CYBAaHHAM Pi3HMMM IaLli€HTaMIU.

JloTpuMaHHA NpaBUI 3HAXO[KEeHHsA XBoporo MB B
cranjioHapi i B aMOy/IaTOpHMX YMOBax HO3BOJISIE YHUK-
HYTU HepexpecHoro iHdikyBaHHA.

Jly>)ke TOSMTUBHI pe3ynbTaTy IIOKasye HOBUI Ha-
IpsM eTionorivHoi papMakorepamii: kopektopyu i mo-
TeHuiaTopu. KopekTopn — mnpemapary, 1o JO3BOJIA-
10Tb flepekTHOMY 6inKy MBTP mpoiitu depes cucremy
BHYTPIIIHbOK/IITUHHOIO AKICHOTO KOHTPOJIIO i 3aliHATI
IpaBWIbHE PO3TALIYBaHHSI Ha amiKaabHil MeMOpaHi
(MyTaui'l' 2-TO K}lacy), 4-(1)eHin6yTMpaTreHMCTiH, aHanor
cingenadiny-KM11060, KypKyMiH.

IlorenuiaTopu — mnpenapary, Mill€HHIO SAKUX € MO-
nexymu fedextHoro 6inky MBTP, posramosani Ha ami-
Ka/lbHilT MeMOpaHi. [list MOTeHI[iaTOPiB CIpsIMOBaHA Ha
BifHOB/IeHHsI QYHKIIII iOHHOTO KaHaTy, yTBOPEHOTO 6if-
KOM MyTaHTa reHy MB (myTanii 3-4-ro kmacy): rexic-
™HH, Ivacaftor (VX — 700).

Y 2020 poui Bin 6y cxsanennit FDA i Bxe pexoMeH-
TOBaHUII 1O 3aCTOCYBAHHA Y IALIIEHTIB 3 IEBHUMM MY-
tanismu reny MB 3-4-ro kmacy, ckj1aoBux npuo6InsHo
5-7% XBOpUX Y cBiti. Bararoobirsiounmmu € npenaparu,
110 TIPECTaB/IAITh KOMOIHalil0 MOTeHIIiaTopa i Kopek-
topa — 6inox MBTP, sikuit nepeminiaerbcsi BIOBXK afi-
Ka/IbHOI MeMOpPaHM K/TiTHHY, a MOTIM aKTUBYETbCA I10-
TEHLIiaTOPOM.

Tepamis i3 3actrocyBanuaM CFTR-mopynaropis crps-
MOBaHa Ha IOCUIeHH:A ekcipecii 6inka CFTR Ha mo-
BEPXHAX KIiTMH abo moKpaiieHHs yioro ¢ynkuii . Ils
TepaleBTM4YHA CTPETEriA Ma€ BeIMKiI IepCHeKTUBU
Ta B MailOyTHbOMY MOXKe 3MiHMUTY 200 HaBiTh MPU3YIIN-
HUTK Tiepebir 3axBopioBaHHs. ChOTOJHI IeKibKa mpe-
napatiB, cupsaMoBaHux Ha crnenudiuni gedextn CFTR,
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e BOCTPKYIOTbCs. [IBa yiKapchbki 3acobm Imoxasamu
CBOIO e(peKTUBHICTD y Tepamnil XxBopux Ha MB:

— IpakadTop mopymarop CFTR cnodarky BuBYaBCA
B nanieHTiB i3 myrauielo G551D. IlpopeMoHCTpyBaB
BJIACTMBICTb IIOCMIIOBATM TPaHCIOPT iOHIB, 30Kpema
3MeHIIeHHs eIeKTPOJITIB IOTY, NOKpaleHHsA (PyHKIil
nereHb (cyrrese migpuieHHs ODB1), 3MeHIIeHHS Yac-
TOTHU JIET€HEBUX 3aTOCTPEHb Ta 30LIbIIeHHS Macy Tina
B XBOPJX Ha KicTo3HMII $ibpos.

— JlymakadTop (3acTOCOBYyeTbCA B KOMOiHamii 3 iBa-
ka¢propom) xopekrop CFTR, ponomarae tpancrnopry-
Batn pmedextHuit 6imok CFTR mo HeobxigHOro Miciis
Ha THOBepXHi KIITMHM, TOAI SIK iBakadTOp MifiBUILYE
aKTMBHICTh caMoOro OilKa, KoMy BiH B)Ke 3HAXOOUTbHCSA
Ha cBoeMmy Micui. IIpu 3acTocyBanHi B koM6iHanii 3 iBa-
KaTOPOM II0Ka3aB 3[aTHICTb ITOKpaIlyBaTy (QYHKIIIO
JIETEHb i 3HIDKYBATM YacTOTY JIET€HEBUX 3aroCTPEHb
y nmanieHTiB i3 Mmyrauiero 508del.

HewjonaBHo, ameprkaHcbKa (papmakoMianus Vertex
Pharmaceuticals orpumana ceprudikauito FDA i €p-
pokowmicii Ha cBiit HoBuit npemapar mpotu MB Trikafta,
a XypHas Science B)Ke BK/IIOYMB Lii JIIKM Y CBill CIIMCOK
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[MUTAHHSA TACTPOEHTEPOAOTT. CUMITO3IYM

COBPCMEHHOE IpeacraBjieHvie 0 MyYKOBYMCIINI03€

ITpod. T.[. 3BsarmHNEBa, ac. SI.K. TamaneHnko
XappKOBCKa MeIMITMHCKas aKazeMis ITOCIeIUITIOMHOTO 00pa3oBaHs

HOHPOGHO OIMMcaHbl CJIOKHOCTM, BO3HVIKaIOIIVeE ITPpV YCTaHOBJIEHWNM IVarHO3a MB, " IIyTnm mx
IIpeoJ0JIEHVIA. HpVIBe)IeHbI AVarHoCTMYecKme aJiropmTMbl. PaCCMOTpeHBI IIPVHIINITIBL OaswucHoOM! Te-
panmmn n 0CODEHHOCTH JIEUEeH S ITaIMeHTOB Pa3sHOI'o BO3pacTa C MB.

Modern understanding of cystic fibrosis

Prof. T.D. Zvyagintseva, as. Ya. K. Gamanenko
Kharkiv medical academy of postgraduation education

Detailed description of difficulties which may appear in diagnostic of mucoviscidosis and the ways
of their overcoming are reported. The diagnostic algorithms are presented. Principles of basic therapy
and particularities of treatment of mucoviscidosis in different age groups are considered.

KonrakTHa iHpopMmanis: 3Bsarinuesa TersiHa [IMnrpiBHa —
3aB. Kadenporo racrpoenreposnorii XMATIO, oKTop MeAMYHUX HaYK, IIpodecop.
M. XapkiB, mp. MockoBcbkuit, 197, p.t. (057) 738-81-96, e-mail: gastro@med.edu.ua
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